1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Gold Top or Red Top (Serum)
or Lavender (plasma).
1,5-anhydroglucitol (GlycoMark) Centrifuge and al.'ql.mt serum to LabCorp/Dynacare Enzymatic,
[500115] [GLYC] 1465 LU L L IR (https://www.labcorp.com/) colorimetric assay. 10-Jan-21
of collection. Store and ship
forzen. Stable at -20°C for 14
days.
15 Mold Panel 1465 In-Common Laboratories Done at Alletess 12-Mar-20
systemic
mastocytosis; mast
Urine. No preservative. Collect - . . cell act!vatlon_
. . Mayo Clinical Laboratories | disorders including Replaced by Mast Cell
2,3-Dinor-11Beta-Prostaglandin F2 for 24-h or random sample. . . . -
. 1 . . (www.mayomedicallaboratori systemic LC-MS/MS Mediators. May also order 23-Jul-24
Alpha, 24 Hour, Urine [23BPT] Refrigeate 4°C during . .
collection. Store frozen. es.com) mastocytosis; Leukotriene E4
Replaces 11 BETA-
PROSTAGLANDIN
F2 ALPHA

34-plex Cytokine Panel 1523 Red To tube only. (Serum.) OncoHelix FIRST CHOICE 26-Nov-24
Store at -20°C.
Collect 1 milliliter of CSF.
5-Methyltetrahydrofolate (CSF) S_pm SR i G ] MNG.Laboratorles . Cerebral folate
[NCO1] with red blood cells and freeze | (www.medicalneurogenetics.c deficienc 14-May-20
the clear CSF at -80°Celsius. om)/Dynacare Y
Store frozen at -80°Celsius.
, . Serum. Stable 4h at RT, 7 days . Requires preappova as tets is of
5'Nucleotidase 4 at 4°C or 14 days at -20°C. Dynacare enzymatic limited utility 22-Oct-20
No longer
- Mayo Clinical Laboratories . . available at
68KD (HSP-70) Antibodies Red Top (preferred); Gold - . |autoimmune hearing ) .
[F68KD] 1280 SST. Store at -20°C. (www.mayomedicallaboratori loss CH_UQ._An'_ucorps 3-May-22
es.com) anti-oreille interne
(anticochlee)
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Ab

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Karolinska University
8-hydrox-acyclovir ant_j 9- 1465 Serum. Red Top preferred over |Hospital at Huddinge Clinical LC-MS/MS 8-Jan-22
carboxymethy guanosine gel. Pharmacology Laboratory,
C2:69 SE-141 86 Stockholm
For CSF, use Sarstedt CSF
Tube 62.610.018.
Collect CSF directly into
Sarstedt tubes and fill the tube
50% o 80% minimum. Lz BC Neurcimmunology Less discimination Requires: Neurodegenerative
A-R (beta) 42/40 140 specimen must not be aliquoted . L 6-Jun-24
. (bcneuro.ca) than p217 on SIMOA Profile Requisition Form
from a regular collection tube.
If the first ImL collected is
hemolyzed, discard and
continue collection with a new
tube.
Other names:
al-Acid glycoprotein [A1AGP] Serum. Freeze if > 72 hours In-Common Laboratories C(;)Ir;csc?:::t(:i):,j, Aﬁ\;Lda Nephelometry 6-Sep-18
1 Acid Glycoprotein
Acetaminophen [ACETA] Serum In-Common Laboratories quanFltatlon, to 6-Sep-18
determine clearance
RIPA -first
performed 91020
Acetylcholine Receptor Antibodies Serum (Gold SST) ONLY. BC Neuroimmunology . .| qualitative test. If
(AChR Ab, 91020/91021) 18 Store at -20°C. (bcneuro.ca) myasthenia gravis | = ciive tham 21-Mar-25
91021 quantitative
test
Acetylcholine Receptor Antibodies
with reflex to Muscle Specific Serum (Gold SST) ONLY. BC Neurocimmunology . .
Tyrosine Kinase Antibodies (MuSK 18 Store at -20°C. (bcneuro.ca) WL RIPA 9-Aug-22
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Red Top or Lavender Top
Acyclovir, Serum/Plasma [0158SP] 1325 (NOT SST). Store frozen at - NMS Laboratories LC-MS/MS 27-Apr-22
20°C.

Aicardi-goutieres
. syndrome 6
. MNG Laboratories
ADAR Full G ene Sequencing ADAR (146920) Lavender Top (EDTA) (www.medicalneurogenetics.c (615010); . Sanger sequencing NGS Panel available 14-May-20
Analysis [MOL309] Dyschromatosis
om)/Dynacare .
symmetrica
hereditaria
Michael Hershfield, M.D.
Room 235 Sands Building
303 Research Dr, Duke Univ
Adenosine Deaminase and Purine Guthere card + 1 mL EDTA Med Cent .
. 11 Durham, North Carolina 12-Nov-25
Nucleoside Phosphorylase plasma. Keep at RT. 27710
USA
Tel 1: 919-684-4184
Tel 2: 919-684-2622
. . Must be frozen within 24 hours [ Mayo Clinical Laboratories .
Adenosine Deaminase, Pleural . . . Ultraviolet
. 11 of collection. No freeze/thaw | (www.mayomedicallaboratori 11-Feb-21
Fluid [FADPF] Spectrophotometry
cycles. €s.com)
Draw blood in a plain red-top
or Gold SST, serum gel tube(s)
is acceptable. Spin down and | Mayo Clinical Laboratories
Adiponectin [FADIO] send 1 mL of serum (www.mayomedicallaboratori ELSIA HIC: RUO 31-Oct-20
refrigerated in a plastic vial. es.com)
Store frozen. Overnight fasting
is required.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Admark® Alzheimer's Evaluation, Beta-Amyloid (1-42), Cerebrospinal Fluid (CS'_:)’ !
mL. Only acceptable tube: CSF
CSF (FDA Cleared) CSF
. tube 63.614.625 (Sarstedt). . .
[92433{Replaces: ADmark® 596 tTau, CSF Specimen Stabilit Quest Diagnostics Alzheimer Disease ECLIA Has special draw instructions 22-Dec-25
Phospho-Tau/Total-Tau/Ab42 pTaul8l, CSF Roon:’tem erature: Sija < g (104300) P '
Analysis & Interpretation, CSF tTau/Abetad42 Ratio Refriger[rjlte a1 4' daysy
(Symptomatic) [177]} pTaul81/Abetad2 Ratio Frozen: 56 days.
Adrenal hyperplasia due to 21- Alberta Mol Dx Laboratory Sanger sequencing | SEND to BLUEPRINT for CAH
hydroyxlase deficiency (201910) 1326 CYP21A2 (613815) Lavender Top (EDTA) (Calgary) & MLPA Panel 23-Jan-25
. . . Groupe TMTC ON HOLD. Requires approval o
Afirma GEC 1680 Fine needle aspirate (https:/fgrouptmtc.com) by head of OOP 21-Jan-21
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Agammagroburmen
a1, Autosomal
Recessive
o X-Linked
Agammaglobulinemi
a
o SH2D1A-Related
Lymphoproliferative
Disease, X-Linked
Agammaglobulinemi
a 2, Autosomal
Recessive
Agammaglobulinemia Panel, BLNK, BTK, CD79A, Agammaglobulinemi
Sequencing (9 Genes) and CD79B, IGHM, IGLL1, ARUP Laboratories a 3, Autosomal

Deletion/Duplication (6 Genes) 999 LRRCB8A, PIK3R1, Lavender Top (EDTA) (www.aruplab.com) Recessive
[2011151] SH2D1A °
Agammaglobulinemi
a 4, Autosomal
Recessive
Agammaglobulinemi
a 5, Autosomal
Dominant
Agammaglobulinemi
a 6, Autosomal
Recessive

[

Agammaglobulinemi
a7 Autosomal

Massively Parallel
Sequencing/Exonic
Oligonucleotide-
based CGH
Microarray

. Mayo Clinical Laboratories Hyperoxaluria, .
AGXT Gene, Full Gene Analysis AGXT (604285) Lavender Top (EDTA) (www.mayomedicallaboratori primary, type 1 Sanger sequencing
[AGXMS] =5 (259900) and MLPA
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
C3, C3c, C4, C5, FD, FB, Molecular Otolaryngology &
_ Ba, Bb, proper(_iln, 2 mL serum RED TOP ONLY Renal Research Laboratory,
aHUS (complement mediated 1306 soluble C5b-9, Hi, FH, + 2 mL frozen EDTA plasma U. of lowa Carver College of replaces TMA Euncional Panel 1-Mar-25
TMA) Panel [aHUS-FP] CH50, APFA, FHAA, Store froven plasma. Medicine P
FBAA, C3b deposition, ' (www.medicine.uiowa.edu/mo
Fluid pahse activity-IFE rl)
ADAR (601059);
N . ALDH7A1 (107323);
(NAe;ftaGrg; gg u:fr:iisnsy::r:zraid RNASEH2A (606034); MNG Laboratories Aicardi-Goutieres NextGen
Co NumberqAnaI 5?5' 6 Genes) RNASEH2B (610326); Lavender Top (EDTA) (www.medicalneurogenetics.c Svndrome Sequencin 14-May-20
Py W GSSZ4] ' RNASEH2C (610330); om)/Dynacare 4 quencing
SAMHD1 (606754);
TREX1 (606609)
Green Top (Na heparin), 4°C Amch:s Vng;r::s:eACId
ALA Dehydratase [ALAD] only.Do not freeze. Send M-W In-Common Laboratories Def)i/ciency Sent to USA 6-Sep-18
only. Porphyria (612740)
Inselspital Bern
RED TOP ONLY. Serum Freiburgstrasse 10 Measures
without gel, centrifuge Zentrum fiir Labormedizin albendazole
Albendazole 1917 immediately after collection, | Zentrale Annahme INOF / z. | sulfoxide due to 1st 28-Feb-25
freeze and ship with dry ice Hd. Y. Aebi pass effcets
CH-3010 Bern, Switzerland
_ . . Albright's hereditary
Albright's hereditary 440 GNAS (139320) Lavender Top (EDTA) 2 x 4 Fulgept Gengtlcs Osteodystrophy NextGe.n 26-Mar-25
Osteodystrophy (103580) mL (fulgentdiagnostics.com) (103580) Sequencing
. . Prevention Genetics .
Alexander Disease via the GFAP . . Alexander disease .
Gene [3775] 979 GFAP (137780) Lavender Top (EDTA) (www.preventl;)ngenetlcs.com (203450) Sanger sequencing 10-Jul-23
. - . Alpha-aminoadipic Collect 1 milliliter urine MNG Laboratories Pyridoxine-
Alpha aminoadipic semialdehyde . (random) and freeze at - . . -
. 12 semialdehyde . (www.medicalneurogenetics.c| dependent epilepsy MS/MS 14-May-20
(Urine) [MET20] 20°Celsius. Store frozen at
om)/Dynacare (266100)

—20°Celsius and ship frozen.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated

Number Number

Specimen: Whole Blood
Container(s): Dark
Green/Sodium Heparin or Lt.

. . . Alpha-aminoadipic Green/Lithium Heparin Tube. | Seattle Children's Hospital. Pyridoxine-
Alpha aminoadipic semialdehyde . . . . . . .
(Whole Blood) [AASA] 12 semialdehyde Reject due to: If sgm_ple is not [http://seattlechildrenslab.testcal dependent epilepsy
spun and frozen within 1 hour talog.org/ (266100)
of collection. 48 hr storage at -
20°C is acceptable. Store
plasma at -70°C for 6 months.

29-May-25

Alpha Thalassemia Sequence
AL e HBAL (141800)/HBA2
HBA2 820 (141850)
330 (Unknown alpha-chain
Hemoglobin Variants)

Clinical Genetics Laboratory, . .
Lavender Top (EDTA) Juravinski Hospital, alsog:'allJllt\)/lle at Rewewr,:\Hi(Zano];o_;t:iti;zught a 10-Nov-25
Hamilton, ONT a P

Both feces and serum are
required. Blood must be drawn
during the stool collection
period.Specimen Type: Serum
Collection Container/Tube:
Red top or serum gel.
Collection Instructions:
Centrifuge within 2 hours.
Specimen Type: Feces

. . Supplies: Stool Containers - Mayo Clinical Laboratories . .
Alpha-1-Antitrypsin Clearance, 1465 24p,p48, 72 Hour Kit (T291) (Ww)\:v.mayomedicallaboratori protein-losing Immunonephelome
Feces and Serum [AIAFS] Container/Tube: Stool container es.com) enteropathy ry
Specimen Volume: Entire
collection
Collection Instructions:
1. Collect a 24-hour fecal
collection.

2. If no specimen is obtained
within 24 hours, extend
collection time to 48 to 72
hours. Stable for 14 d at -20°C.

25-Oct-24
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Attn: Norine Freedman or
Lynn Coleman
Special Chemistry Laboratory ALPHA-1-
AIISFI;?fC\:IlEﬁg\Tg?l;j;()I)’\I 1395 SERPINAL (104400) Lavender Top (EDTA) l?)tSIl)a;Lrsrggsé)tlrt:lét %’EEET;\TE:;\I Sanger sequencing Send to Fulgent.
Vancouver, B.C. V6Z 1Y6. (613490)
Contact Dr. A. Mattman
BEFORE sending sample.
ALPHA-L-ANTITRYPSIN Fulgent Genetics AN'?I'II_'IF'):?PlSIN
DEFICIENCY (SERPINAL Single 1395 SERPINAL (104400) Lavender Top (EDTA) . - Preferred 26-Mar-25
Gene Test) (613490) (fulgentdiagnostics.com) DEFICIENCY
(613490)
Alpha-1-Antitrypsin, Random, Homogenized Stool: 1 mL. Mayo Clinical L_aboratorles . protein-losing Immunonephelome
Feces [A1AF] 1465 Stable for 14 d at -20°C. (www.mayg;‘ngjr;::)allaboratorl enteropathy try Surrogate Marker 25-Oct-24
. Mayo Clinical Laboratories
Alpha-1-Antttrypsin, Random, 1465 Random fecal sample (5 g). i e T Rl e Immunonephelometr 20-Apr-23
Feces [A1AF] Store frozen for up to 14 days . y
om/index.html)
Collect 1 milliliter of CSF.
Alpha-aminoadipic semialdehyde Alpha-faminoadipic Spin sample if contaminated MNG_Laboratories _ Pyridoxin_e- _
(CSF) [NCO8] 12 semialdehyde with red blood cells and freeze |(www.medicalneurogenetics.c| dependent epilepsy MS/MS Seattle for Heparin plasma 14-May-20
the clear CSF at -80°Celsius. om)/Dyncare (266100)
Store frozen at -80°Celsius.
S Mayo Clinical Laboratories Alternate name:
Alpr&jj&j::nslérzlﬁl[igg:r or 55 Red Top (www.mayomedicallaboratori | Alpha Glycoprotein 19-Dec-24
€s.com) Subunit
Molecular Genetics . .
Alpha-Thalassemia (604131) 826 HBAL (141800); HBA2 Lavender Top (EDTA) Laboratory - McMaster targeted mutations at | Sanger sequencing Also available at CHUM 23-Jan-23
(141850) L . HSJ & del/dupl
University Medical Centre
COL4A3, COL4A4, Fulgent Genetics NextGen
Alport Syndrome NGS Panel 785 COLAAS COLAAG Lavender Top (EDTA) (fulgentdiagnostics.com) Sequencing 26-Mar-25
Alzheimer Disease, Familial or Prevention Genetics For known mutations only
Cerebral Amyloid Angiopathy via 598 APP (104760) Lavender Top (EDTA) (www.preventiongenetics.com NGS : 10-Jul-23

the APP Gene [4557]

)

Otherwise use Fulgent panel.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Tricho-Dento-
Prevention Genetics e e
AMELOGENESIS IMPERFECTA . . (190320); NextGen
VIA THE DLX3 GENE [9061] DLX (600525) Lavender Top (EDTA) (www.preventl;)ngenetlcs.com e st CeETE 10-Jul-23
Imperfecta, Type IV
(104510)
. - . Mayo Clinical Laboratories AT
AR ISRl Green Top, 4°C onl (www.mayomedicallaboratori Dehydratase 31-Oct-20
(ALAD), Whole Blood [ALAD ] Ps Y ' yes com) Deficiency
' Porphyria (612740)
Mayo Clinical Laboratories ADD CHARGE FOR
AMYLOID PROTEIN ID, PAR, . . . . MICRODISSECTION $1216.10
LC MS/MS [AMPIP] 1123 Paraffin section (Www.mayszéjr:::;lllaboratorl LC-MS/MS [MLCPC] & MS $259.90 6-Jun-25
' [MSPTC]
. . MNG Laboratories
AmyImd&ia;tgcé;})morders 1377 Lavender Top (EDTA) (www.medicalneurogenetics.c NGS 21-Mar-23

om)/Dynacare
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Frontotemporal
ANE A GO Amyotophic Laera
ARHGEF28 ATXN2 Sclerosis (105550)
Sl Amyotrophic Latera;l
CHCHD10 CHMP2B Sl Ty O
DAO DCTN1 ERBB4 (608030);
FIG4 FUS GRN S
Amyotrophic Lateral
. . HNRNPA1 . . .
Amyotrophic Lateral Sclerosis and Prevention Genetics Sclerosis Type 9
. HNRNPA2B1 ITM2B . . NextGen
Frontotemporal Dementia Panel 853 Lavender Top (EDTA) (www.preventiongenetics.com (611895); . 10-Jul-23
[10350] KIFSA MAPT MATR3 ) Amyotrophic L ateral Sequencing
MOBP NEFH 9 NEK1 S T 1
OPTN PFN1 PSEN1 (105400);
PSEN2 SETX SOD1 Amyotrophic L,ateral
SQSTM1 TAFLS Sclerosis Type 10
TARDBP TBK1 TREM2 (612069):
TUBAGUBQLN2 Amyotrophic L,ateral
UNC13A VAPB VCP :
Sclerosis Type 12
(613435)
ANDERSEN
CARDIODYSRHYT
HMIC PERIODIC
PARALYSIS
(proper name);
Andersen syndrome
(170390), long QT
Andersen-Tawil syndrome (170390) KCNJ2 (600681) Lavender Top (EDTA) Invitae (www.invitae.com) syndrome 7, 10-Jul-23
PERIODIC
PARALYSIS,
POTASSIUM-
SENSITIVE
CARDIODYSRHYT
HMIC TYPE
Anemia Panel [HE0401] 1582 Lavender Top (EDTA) Blueprint Genetics NGS 12-Nov-24
http://blueprintgenetics.com/
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Genome Diagnostics Methylation-
Angelman Syndrome: Methylation The Department of Paediatric Specific-MLPA of
’ . 311 SNRPN Lavender Top (EDTA) Laboratory Medicine SNPRN 19-Feb-20
and Copy Number Analysis . .
The Hospital for Sick
Children
Angelman Syndrome: UPD 15 Analy Genome Diagnostics
The Department of Paediatric
311 Lavender Top (EDTA) Laboratory Medicine STR analysis 19-Feb-20
The Hospital for Sick
Children
Angiotensin Converting Enzyme 1919 CSF. Store Frozen In-Common Laboratories

(ACE), CSF

Serum. Use Gold SST. Store

Anti-AAV9 Antibody Screening 1465 frozen Viroclinics Biosciences Use NPC 12-Dec-22
Anti-Aquaporin 4 (Anti-AQP4 Ab) Anti-Aquaporin 4
+ Anti-Myelin Oligodendrocyte Serum ONLY (Red Top OR (Anti-AQP4 Ab)
Glycoproteins antibody (Anti-MOG) Gold SST). Store at -20°C. BC Neuroimmunology $125; Anti-Myelin CBA live. U ——
157 (CSF isnot an appropriate (beneuro.ca) Oligodendrocyte Confirmation by | g onlyon rare occasions, MOG testing is doneon | 18-Apr-24
Sample as Ab iS made by o Glycoproteins |HC CSF as its utility is uncertain; serum is 1st choice.
plasma cells peripheraly.) antibody (Anti-

MOG) $125

Anti-AT1R Antibody 1465 Serum. Store frozen. London Laboratories Service 31-Aug-21
Group - Transplant Laboratory

Anti-C1Q Ab, 1gG, Serum [C1QAB Serum. Store at -20°C. Stable 1 Semi-quantitative

S] 1402 year, In-Common Laboratories ELISA 25-Nov-25
. . Serum (Gold or Red Top). Mayo Clinical Laboratories
Anti-DNAse B Titer, Serum 1465 Stable for 28 days at 4°C (www.mayomedicallaboratori Nephelometry 23-Jul-23
[ADNAS]
(preferred) or -20°C. €s.com)

Anti-Domain 1 Beta-2 Glycoprotein Mitogen Advanced
1 (D1 2GP1) (IgG only) 1572 Serum Diagnostics CIA 13-Jan-26
Anti-dsDNA (Double-stranded) Ab 1465 Serum (Red Top or Gold SST). LabCorp/Dynacare RIA Only if specifically requestedby 23-Nov-20

by Farr method (RDL) [520059] Store at -20°C. (https://www.labcorp.com/) this method

Anti-DSF70 2004 Mitogen 13-Jan-26
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(bcneuro.ca)

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Draw blood before infusion for
patients on treatment. If a
specimen is being drawn due to
an infusion reaction, please Antibody produced
wait between 4 and 24 h to in patients on
. . allow ERT to clear from blood. LabCorp Enzyme
AR EIEED CL I} 1406 Collect 6 ml of blood (3 ml (https://www.labcorp.com/) Replacement
serum to send frozen the day of Therapy for Hunter
collection ; if not possible to syndrome (MPSII)
send it the same day of
collection keep frozen at - 80C
until shipping)
The Children's Hospital of
Anti-Enterocyte Antibodies, Serum 1404 Red Top - Serum. Stable 1 Philadelphia 98-Jan-25
Analysis week at 4°C. Store frozen. | (https://www.testmenu.com/ch
op)
Anti-GMCSF Autoantibodies Serum gel (Gold top); Freeze at National Jewish Health
[GMCSFA] 1279 -70°C. Laboratories ELISA 23-May-19
. . Gold SST or Red Top. 2-8°C National Jewish Health
Anti-IFNg Autoantibody [IFNGE] 1147 for 48 hours, >1 month at -70°C Laboratories 18-Mar-21
Mayo Clinical Laboratories
Anti-IgA [FIGA] 908 Gold SST (www.mayomedicallaboratori 4-Mar-21
es.com)
. BC Neuroimmunology
Anti-lgLON5 1465 Gold SST CBA 18-Apr-24

Anti-Nucleolar
Envelope/Membrane Test Panel

1741

Mitogen

RUO

13-Jan-26

12
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Anti- Mitogen Advanced
phosphotidylserine/prothrombin 1572 Serum gia nostics ELISA 13-Jan-26
complex (PS/PT) (IgG+IgM) g
Azithromycin;
Anti-TB Drug 58 Ethamputol; Rl.fabu"un; Serum National JeW|sh Health DM LC/GCMS/LCMS Same price for all iann_—TB drugs 93-Feb-24
Isonazid; Pyrazinamide; Laboratories per determination
Rifampin
Anti-THSD7A (thrombospodin) 1465 Gold SST; store serum at -200c| ~ Mitogen Advanced primary CBA 13-Jan-26
Diagnostics membranous
Antibodies to clustered .
acetylcholine receptors (AChR Ab 1465 Serum (Gold SOST)' Store at - BC Neuroimmunology myasthenia gravis CBA 31-Oct-20
20°C. (bcneuro.ca)
CBA)
Mayo Clinical Laboratories
Aripiprazole (Abilify) [FARI] 1142 Red top tube ( Gold top SST | \h v emedicallaboratori LC-MS/MS 5-May-21
tube not accepted)
€s.com)
ABCCY AKAPY ANKZ CACNALC
CACNB2 CALM1* CALM2 CALM3
CASQ2 CAV3 CDH2
CTNNA3 DBH
DSC2 DSG2 DSP C
FLNC* GATA6 HADHA
HCN4 KCNAS5 KCNE1 i 1
Arrhythmia Panel [CA1601] 289 KCNH2 KCNJ2 KCNJ5 Lavender Top (EDTA) [2 tubes] .Blueprlr?t Genet!cs NextGe.n 20-Feb-20
KCNQ1 LDB3 LEMD2 LMNA MYH6 http://blueprintgenetics.com/ Sequencing
MYH7 MYL4 NKX2-5
NOSI1AP PKP2#* PLN PPA2 RYR2
SALL4 SCN10A SCN1B SCN3B SCN5A
TBX5 TECRL TGFB3 TMEM43
TNNI3 TNNI3K TNNT2 TRDN TRPM4
TIN* -
Aurthritis Panel 1465 Serum gel (Gold top) Mltogg n Adv.anced 13-Jan-26
Diagnostics

13
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Ataxia Repeat Expansion Panel
[4101]

University of Chicago

&8 LA Tep (SPA) Genetic Services Laboratories

8-Nov-24
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Proper test name or Associated
Disease with MIM Phenotype

MSSS Test Code

HGNC Gene Symbol
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Number

and OMIM Gene
Number

AARARAS \OUDJID), AARSZ
(612035), ABCB7 (300135),
ABCCS (600509), ABCD1

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Ataxia/Episodic Ataxia Disorders
(NextGen Sequencing Panel and
Copy Number Analysis + mtDNA +
FRDA Repeat Expansion Analysis)
[NGS419]

583

(300371), ABHDS5 (604780),
ACO2 (100850), ADCK3
(606980), ADSL (608222),
AFG3L2 (604581), AHIL
(608894), ALDH5AL1 (610045),
ALG6 (604566), AMACR
(NA), ANO10 (613728),
APOPT1 (616003), APTX
(606350), ARL13B (608922),
ARLS (608845), ARSA
(607574), ASL (608310), ASS1
(603470), ATM (607585),
ATNL1 (607462), ATP1A2
(182340), ATP1A3 (182350),
ATP8A2 (605870), ATPAF2
(608918), ATXN1 (601556),
ATXN10 (603516), ATXN2
(601517), ATXN3 (607047),
ATXN7 (607640), AUH
(600529), BID1 (614144),
BBS1 (209901), BBS10
(610148), BBS12 (610683),
BBS2 (606151), BBS4
(600374), BBS5 (603650),
BBS7 (607590), BBS9
(607968), BCKDHA (608348),
BCKDHB (248611), BCSIL
(603647), BEAN1 (612051),
BOLA3 (613183), BSCL2
(606158), BTD (609019),
C100RF2 (606075), C120rf65
(613541), C190rf12 (614298),
C50RF42 (614571), CA8
(114815), CACNAIA (601011),
CACNALG (604065), CACNB4

(801040 CANTAL (£11E01)

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)

NextGen
Sequencing

14-May-20

15
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Proper test name or Associated
Disease with MIM Phenotype

MSSS Test Code

HGNC Gene Symbol

1Lab Send Out List_Revised JAN 20 2026 POST

Number

and OMIM Gene
Number

AAARAS TOUS3T7T8), ARRSZ

ABCC8 (600509), ABCD1

(612035), ABCB7 (300135),

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Ataxia/Episodic Ataxia Disorders
(NextGen Sequencing Panel and
Copy Number Analysis + mtDNA)
[NGS324]

Ataxia/Episodic Ataxia Disorders
(NGS Panel and Copy Number

583

ACO2 (100850), ADCK3
(606980), ADSL (608222),
AFG3L2 (604581), AHI1

ALG6 (604566), AMACR
(NA), ANO10 (613728),
APOPTL1 (616003), APTX
(606350), ARL13B (608922),
ARLS (608845), ARSA

(603470), ATM (607585),
ATNL1 (607462), ATP1A2
(182340), ATP1A3 (182350),
ATP8A2 (605870), ATPAF2
(608918), ATXN1 (601556),
ATXN10 (603516), ATXN2
(601517), ATXN3 (607047),
ATXN7 (607640), AUH
(600529), BID1 (614144),
BBS1 (209901), BBS10
(610148), BBS12 (610683),
BBS2 (606151), BBS4
(600374), BBS5 (603650),
BBS7 (607590), BBS9
(607968), BCKDHA (608348),
BCKDHB (248611), BCSIL
(603647), BEAN1 (612051),
BOLA3 (613183), BSCL2
(606158), BTD (609019),
C100RF2 (606075), C120rf65
(613541), C190rf12 (614298),
C50RF42 (614571), CA8
(114815), CACNALA (601011),
CACNALG (604065), CACNB4

(801040 CANTAL (811801

(300371), ABHDS5 (604780),

(608894), ALDH5AL (610045),

(607574), ASL (608310), ASS1

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

14-May-20

Analysis + mtDNA+ SCA & FRDA

Repeat Expansion Analysis)

[NGS420]

583

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

No longer offered Alternate:
NGS324 or MOL391

13-Sep-22
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Autoantibodies to interferon gamma Serum (Red Top or Gold SST). National Jewish Health
[IENGE] 1465 Store at -70°C. Laboratories ELISA 1-Oct-21
Autoimmune Dysautonomia Red To (Mayo n(i:n(;(;?; dl_iigﬁgatl)tc?rr;f;ri IFA, RIA, EIA,
Evaluation, Serum (ADE) P ' yes com) WB, CBA
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Autoimmune Liver Diseases
Profile, Serum [ALDAB S]

1330

Gold SST

In-Common Laboratories

ANt AMA-VIZ AD
(Anti Mitochondrial
M2 antibody); Anti
M2-3E (BPO) Ab;
Anti Sp100 Ab(Anti
Sp100 nuclear
antigen antibody);
Anti PML Ab (Anti
Promyelocytic
leukemia factor
antibody); Anti
gp210 Ab (Anti
Glycoprotein 210
antibody); Anti
LKM-1 (Cytochrome
P450 Il D6) Ab
(Anti Liver kidney
microsomal type 1
antibody); Anti LC-1
Ab (Anti Liver
cytosol type 1
antibody); Anti
SLA/LP Ab (Anti
Soluble liver
antigen/liver-
pancreas antibody);
Anti SSA (Ro60)
Ab; Anti Ro52
(TRIM21) Ab; Anti
Scl-70 Ab(Anti
Topoisomerase |

antihodv): Anti

immunoblot

Mitogen Discontinued

30-Mar-25

18
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in QC

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Jo-1, Mi2,
Mi2-0, Mi2p,
Autoimmune Myopathy /Myositis MDAS, NXP2,
Profile PLUS (Includes Mup44 & 153 Gold SST. Does not accept Mitogen Advanced TIFly PL7, PL12, LIA, ELISA, 13-Jan-26
Immune Mediated Necrotizing CSF. Diagnostics PMF;ZIcllsl((:)IgSK ALBIA (LDT)
- , u,
Profile) SRP, EJ, OJ, Ro52,
HMGCR, anti-
NT5C1 A/Mup44
Autoimmune Polyendocrinopathy Prevention Genetics
Syndrome Type 1 via the AIRE AIRE (607358) Lavender Top (EDTA) (www.preventiongenetics.com Sanger sequencing 10-Jul-23
Gene [1224] )
CAII (carbonic
anhydrase 1),
Ocular Immunology HSP27 (heat shock
Laboratory, OHSU protein 27), GAPDH
Autoimmune Retinopathy Panel by 720 Serum. Store at 4°C. DO NOT I;'&Tﬁg'caés:ﬁfzgg (glyciraldﬁhi/de 3 | blot 17-Sep-24
Immunoblot [ARP] FREEZE. h phosphate Mmmunoblo &P
3181 SW Sam Jackson Park dehydrogenase),
Road Aldolase, Enolase,
Portland, OR 97239, USA Arrestin, Tubulin,
PKM2 (pyruvate
kinase M2)
Autoinflammatory and Invitae NextGen
Autoimmunity Syndromes Panel 838 Lavender Top (EDTA) (www.invitae.com)/Dynacare Sequencing 28-Apr-25
[08120] ' '
Autoinflammatory Syndrome Panel Blueprint Genetics NextGen
[IM0201] 838 Lavender Top (EDTA) http://blueprintgenetics.com/ Sequencing 13-Jan-26
PR BE ATIEeTHES [PARE, SEum 1419 Red Top; Gold SST In-Common Laboratories budgie = parakeet FEIA AUEID A W ELE 10-Mar-20
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Bartt

Lavender Top (EDTA)2x 4

(www.centogene.com)

Fulgent Genetics

deletion/duplicatio
n testing

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Avian preCIpljuns:_Plgeon 19G 1419 Red Top; Gold SST In-Common Laboratories FEIA 8-Nov-18
Antibodies
1. single exon
testing 2. full gene
Baller-Gerold syndrome (218600) RECQL4 (603780) Lavender Top (EDTA) CELIIBAS sequencing 3.

Variants)

Hamilton, ONT

MUHC

Bartter Syndrome NGS Panel 804 mL (fulgentdiagnostics.com) 26-Mar-25
Basal ganglia
CA2; MYORG: PDGFB f::gg::ﬁf'cog
Basal Ganglia Calcification NGS 1192 (190040); PDGFRB; Lavender Top (EDTA)2x 4 Fulgent Genetics (615483); B’asal NextGen 3/26/2025
Panel SLC20A2 (158378); mL (fulgentdiagnostics.com) ' Sequencing
XPR1 Ll
cancification,
idiopathic, 1
Genome Diagnostics
Beckwith-Wiedemann syndrome: The Department of P_ae_diatric Wigdemann-
CDKNIC Sequencing (Step 3) 571 CDKN1C (600856) |Lavender Top (EDTA) [2 tubes] Laboratory Medicine Beckwith Syndrome 19-Feb-20
The Hospital for Sick (130650)
Children
Genome Diagnostics Methylation-
Beckwith-Wiedemann syndrome: The Department of Paediatric Wiedemann- Specific-MLPA of
Methylation & Copy Number 571 Lavender Top (EDTA) [2 tubes] Laboratory Medicine Beckwith Syndrome imprinting centers 19-Feb-20
(Step1) The Hospital for Sick (130650)
. 1land 2
Children
Genome Diagnostics
Beckwith-Wiedemann syndrome: H19 (103280); The Department of Paediatric Wigdemann- UPD11 studies via
UPD11 Analysis (Step 2) 571 KCNQ10T1 (604115); [Lavender Top (EDTA) [2 tubes] Laboratory Medicine Beckwith Syndrome [STR (short tandem 19-Feb-20
CDKN1C (600856) The Hospital for Sick (130650) repeat) analysis.
Children
Beta Thalassemia Sequence HBB Clinical Genetics Laboratory, . .
(Unknown beta-chain Hemoglobin 820 HBB (141900) Lavender Top (EDTA) Juravinski Hospital, also availble at Review AH612 for test sought as 10-Nov-25

req is non-specific
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Molecular Genetics Also avaialble at MUHC
Beta-Thalassemia (613985) 823 HBB (141900) Lavender Top (EDTA) Laboratory - McMaster Sanger sequencing 23-Jan-23

University Medical Centre (@ilels)
Bile Acids for Peroxisomal 9 Serum. Store at 4°C or -20°C. (m nf:n(;ﬁ?; dl_izslcigitc?rr:te;ri LC-MS/MS 8-Nov-23
Disorders, Serum [BAIPD] Stable for 90 days. may

€s.com)

Birt-Hogg-Dubé Syndrome (FLCN Fulgent Genetics
Single Gene Test) 740 FLCN (607273) Lavender Top (EDTA) (e S s e NGS 26-Mar-25

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
491 centrifuge. Pipette serum into a MiraVista Diagnostics Reserved for Microbiology 8-Sep-22
plastic screw cap vial.
STABILITYRefrigerated: 14
days
Frozen: 6 months

Blastomyces Antibody by
Immunodiffusion [322]
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Blastomyces Quantitative EIA [316]

Bone Marrow Failure Syndrome
Panel [HE0801]

491

1427

135 genes

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate tube.
Centrifuge for 15 minutes and
pipette plasma into a plastic
screw cap vial.
Urine/CSF/BAL/Other Body
Fluid: Submit urine, CSF, BAL
and all other body fluids in a
sterile screw cap
container.STABILITY Room

Temperature: 2 weeks
Refrigerated: 2 weeks
Frozen: Indefinitel

Lavender Top (EDTA) [2 tubes]

MiraVista Diagnostics

Blueprint Genetics
http://blueprintgenetics.com/

NextGen
Sequencing

Reserved for Microbiology

8-Sep-22

28-Feb-20

BP 180 and BP230

750

Serum

Immunodermatology
Laboratory
Department of Dermatology
30 North 1900 East, 4A330
SOM
Salt Lake City, Utah 84132
Email:
immunoderm@hsc.utah.edu

ELISA

$132.32 US

14-Sep-20
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ATP13A2, C190rf12,
COASY, CP, DCAF17, .
Brain-Iron Accumulation NGS Panel 11213 FA2H, FTL, GTPBP2, | -évenderTop (EDTA)2x4 Fulgent Genetics NextGen 26-Mar-25
mL (fulgentdiagnostics.com) Sequencing

PANK2, PLA2G6, SCP2,
WDR45

Red Top or Lavender Top only.
Brivaracetam [0718SP] 1465 Store and send serum/plasma NMS laboratories LC-MS/MS 17-Mar-22
frozen.
Mayo Clinical Laboratories
Bromine - Total Blood [FBROM] 1465 Royal Blue (EDTA) top tube | (www.mayomedicallaboratori ICP/MS INSPQ?? TO Eg VERIFIED - 30-Apr-21
€s.com)

Bullous Autoimmune Skin Disease Mitogen Advanced BP180, BP230,

Panel: Anti-BP180. BP230, 750 Serum gel (Gold top) . . Desmoglein 1, CBA 13-Jan-26
. . Diagnostics .
Desmoglein-1, Desmpglein-3 Desmoglein 3
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Cincinnati Children’s
Hospital Medical Center
C1 Esterase Inhibitor Panel 1402 ?;rmugi.i:tﬁblesiaglzt;v-lx—lézlze;te- 3333 Burnet Avenue NRB ELISA 30-SeD-25
[5288176] y: 200 1042 Cincinnati, OH 45229 P
' (wwwe.cincinnatichildrens.org)
Cincinnati Children’s
Hospital Medical Center
C1q [9000022] 1402 serum. Stab][‘:oi:nat RT. Store | 3333 Burmet Avenue NRB RID 30-Sep-25
' 1042 Cincinnati, OH 45229
(wwwe.cincinnatichildrens.org)
Molecular Otolaryngology &
C3 Glomerulopathy Complement 2mL serum RED TOP ONLY Llfe:?:ow:%;(;\r;el;il:)c?lrlztogﬁf
pathy &omp 792 +2 mL frozen EDTA plasma. |~ Ve g DDD & C3GN serology 1-Mar-25
Panel [C3G-CP] Medicine
Store frozen. L
(www.medicine.uiowa.edu/mo
rl)
Cincinnati Children’s D isDe?sze (gi)plg Sgka
Hospital Medical Center Membrano roliferati Auvailable as Facteur C3
C3 Nephritic Factor 792 1 ml frozen serum 3333 Burnet Avenue NRB P nephritique (activité) at CHUQ 6-Oct-22

1042 Cincinnati, OH 45229
(www.cincinnatichildrens.org)

ve
Glomerulonephritis
Type I, MPGNII)

(HEJ)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

T. Immunotixation
electrophoresis
(IFE) combines the
techniques of
electrophoresis
with
immunofixation to
detect C3
degradation
products, an
indirect measure
of dysregulation of
C3 convertase.
Molecular Otolaryngology & Dense Deposit Conversion of C3
Renal Research Laboratory, | Disease (DDD, aka to C3c is Temporarily not available as
U. of lowa Carver College of | Membranoproliferati | quantitated (Koch, | Facteur C3 nephritique (activité)

Medicine ve etal., 1981). at CHUQ (HEJ). Preferred over
(www.medicine.uiowa.edu/mo| Glomerulonephritis | 2. C3 Convertase CCCH.
rl) Type Il, MPGNII) | Stabilizing Assay
(C3CsA)
measures the
ability of C3Nefs
to stabilize C3
convertase on
sheep erythrocytes.
3. C3 Convertase
Stabilizing Assay
with Properdin
(C3CSAP)
measures the

ability of C3Nefs
to stahilize CR

C3 Nephritic Factor [C3nef C3CSA] 792 1 ml frozen serum 1-Mar-25
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Immunohistochemistry [CARP]

7 d only. DO NOT FREEZE.

3181 SW Sam Jackson Park
Road
Portland, OR 97239, USA

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
CBDI Hemostasis &
1 ml frozen EDTA plasma. Thromb05|s. Lab. Cincinnati
Children’s
Whole blood: 2 hours at room Hosital Medical Center
C3a [7453041] 792 temperature P 6-Oct-22
Processed plasma: 6 months at - 3333 Burnet Avenue NRB
plasma. 1042 Cincinnati, OH 45229
70°C R
(wwwe.cincinnatichildrens.org)
. Ph 513-803-3503
CBDI Hemostasis &
1 ml frozen EDTA plasma, Thromb05|s. Lab. Cincinnati
Children’s
Whole blood: 2 hours at room Hosital Medical Center
C5a [7453044] 792 temperature P 6-Oct-22
Processed plasma: 6 months at - 3333 Burnet Avenue NRB
plasma. 1042 Cincinnati, OH 45229
70°C Lo
(wwwe.cincinnatichildrens.org)
. Ph 513-803-3503
. MNG Laboratories N .
CACNBA4 Full Gene Sequencing . . Episodic ataxia, type .
Analysis [MOL227] CACNB4 (601949) Lavender Top (EDTA) (www.medicalneurogenetics.c 5 (613855) Sanger sequencing 14-May-20
om)/Dynacare
Calpain 3 DNA Sequencing Test Athena Diagnostics LGMD2A (253600),
[563] CAPNS (114240) Lavender Top (EDTA) (www.athenadiagnostics.com) Calpainopathy
CAMURATI-ENGELMANN Prevention Genetics Camurati-
DISEASE (CED) VIA THE TGFB1 TGFB1 (190180) Lavender Top (EDTA) (www.preventiongenetics.com| Engelmann Disease | Sanger sequencing 10-Jul-23
GENE [787] ) (131300)
Ocular Immunology
Laboratory, OHSU
o Biomedical Research
CAR Panel by Immunoblot and 720 Serum. Store at 4°C. Satble for Building, Room 253 17-Sep-24
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Carbohydrate Deficient Transferrin Mayo Clinical Laboratories Affinity This is a confirmatory test
for Congenital Disorders of 406 Red Top. Store serum frozen. | (www.mayomedicallaboratori Chromatography- | following the screening test for | 16-Dec-20
Glycosylation, Serum [CDG] €s.COM) Mass Spectrometry|  CDT testing at the MUHC.
Random urine. Store frozen L C I b RES:)asi:c;:'('julflI:g
Carbohydrate, Urine [CHOU] 1572 : " | (www.mayomedicallaboratori o TLC 31-Oct-20
Stable 21 days. longer available at
€s.com)
HSJ.
Cardiofaciocutaneous
syndrome (115150);
Cardiofaciocutaneous
syndrome 2
BRAF (164757), KRAS Cardié?;fiiz:igneous
Cardio-Facio-Cutaneous Syndrome (190070), MAP2K1 Lavender Top (EDTA) 2 x 4 Fulgent Genetics syndrome 3( NextGen 3/26/2025
NGS Panel (5 genes) (176872), MAP2K2 mL (fulgentdiagnostics.com) %15279)_ Sequencing
(601263), SOS1 (182530) Lo
Cardiofaciocutaneous
syndrome 4
(615280);
Fibromatosis,
gingival (135300)
Cathartic Laxatives Profile, Stool Mayo Clinical L_aboratorles . .
Stool (www.mayomedicallaboratori Mg, Pi 20-Oct-20
[FCLPS]
€s.com)
Prevention Genetics Muscular Dystrophy,
CAVEOLINOPATHY TESTING CAV3 (601253) Lavender Top (EDTA) (www.preventiongenetics.com| Limb-Girdle, Type | Sanger sequencing 10-Jul-23
VIA THE CAV3 GENE [467]
) 1C (607801)
Genome Diagnostics
The Department of Paediatric
CBFB::MYH11 Inv(16) or t(16;16) 1395 Lavender Top (EDTA) Laboratory Medicine 6-May-25

The Hospital for Sick
Children

27
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[8815]

)

malformation-3

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
CHAT,
CHRNAL,CHRNB1,
A CHRND, CHRNE, . . .
ey A s |coloEoNa G, | Lawmserron oty | SO
MEP2, PHOX2B,
PAPSN, RET, SCN4A,
SLC6A5, ZEB?2
Cerebral Cavernous
Malformations Sequencing and
e e CNV Detection via
CEREBRAL CAVERNOUS KRIT (604214), CCM2 Prevention Genetics Cavernous NextGen
MALFORMATIONS PANEL 303 (607292) , PCCD10 Lavender Top (EDTA) (www.preventiongenetics.com| Malformations 2 Sequencing using 10-Jul-23
[1943] (609118) ) (603284), Cerebral PG-Select Capture
Caverngus Probes
Malformations 3
(603285)
. Prevention Genetics

Cere&flggg::;;’;"ﬂﬂfggf]'O”S 303 CCM2 (607929) Lavender Top (EDTA) (Www.preventi;)ngenetics.com C?LZ?;S:;ZLYS;ZOSS NGS 10-Jul-23

Cerebral Cavernous Malformations Preventio_n Genetif:s Sl calyernous
via the KRIT1/CCM1 Gene [8161] 303 KRIT1 (604241) Lavender Top (EDTA) (www.preventiongenetics.com| malformations-1 NGS 10-Jul-23

) (116860)
Cerebral Cavernous Malformations Prevention Genetics

. . . Cerebral calvernous

via the PDCD10/CCM3 Gene 303 PDCD10 (609118) Lavender Top (EDTA) (www.preventiongenetics.com NGS 10-Jul-23

28
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Cholestasis Panel

400

ABCTBII
MYO5B*
NOTCH2*
NR 21 27
NPHP1
PEX1
PEX10
PEX12
PEX2
PEX26
PEX5
PEX6
SERPINA1
SLC25A13 SLC26A3
SMPD1
SPINT2
TIP2
TMEM216
TRMU L
TTC37
UGT1A1
VIPAS39
VPS33B
ABCB4
ABCC2
AKR1D1
ATP8B1
BAAT
CFTR
CREB3L3
CYP7B1
DCDC2
DGUOK
EPCAM 80
FAH
HSD3B7
JAG1

LCT

Lavender Top (EDTA)

Blueprint Genetics
http://blueprintgenetics.com/

NextGen
Sequencing

28-May-19

Choreoacanthocytosis (200150)

VPS13A (605978)

Lavender Top (EDTA)

North York General

2 mutations

Chronic Granulomatous Disease
NextGen Sequencing (NGS) Panel
[1971]

CYBA (608508); CYBB

(300481); NCF2

(608515); NCF4 (601488)

Lavender Top (EDTA)

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

3/26/2025

29
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Chronic Inflammatory
Demyelinating Polyneuropathy
(CIDP) Test Panel - Nodal and

Paranodal Antibodies

336

Neurofascin 140
(NF140), Neurofascin
186 (NF186); Contactin-
1 (CNTNL1), Contactin-
associated protein 1
(CASPR1), and
Neurofascin 155 (NF155)

Serum ONLY. Store at -20°C.

BC Neuroimmunology
(bcneuro.ca)

CBA fixed

Replaces contactin and
neurofascin tesing at Washington
u.

18-Apr-24

Chronic Pancreatitis NGS Panel

402

CASR, CFTR, CTRC,
PRSS1, SPINK1

Lavender Top (EDTA) 2 x 4
mL

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

3/26/2025

Chyluia Screen, Random Urine
[CSU]

1465

First morning random urine.
Store frozen. Stable 10 days.

Mayo Clinical Laboratories

(www.mayomedicallaboratori

€s.com)

elecrophoresis

13-Sep-21

CLCNL1 Full Gene sequencing
Analysis [MOL355]; Paramyotonia
Congenita (168300)

607

CLCN1 (118425)

Lavender Top (EDTA)

MNG Laboratories

(www.medicalneurogenetics.c

om)/Dynacare

Paramyotonia
Congenita (168300)

Sanger sequencing

14-May-20

clonoSEQ

1084

Lavender Top (EDTA)

Adaptive Biotechnologies
(https://ous.clonoseg.com)

Minimal Residual
Disease

Next-Generation
sequencing

14-Sep-24

Coccidiodies Antibody by
Immunodiffusion [320]

493

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
SABILITY Refrigerated: 14
days
Frozen: 6 months

MiraVista Diagnostics

Reserved for Microbiology

8-Sep-22

Coccidiodies Antibody IgG, IgM
EIA [325]

493

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
CSF: Sterile transport tube
STABILITY Refrigerated: 14
days
Frozen: 14 days

MiraVista Diagnostics
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate tube.
Coccidioides Quantitative EIA [315] 493 Ce_ntrlfuge for 15 minutes a_nd MiraVista Diagnostics Reserved for Microbiology 8-Sep-22
pipette plasma into a plastic
screw cap vial.
Urine/CSF/BAL/Other Body
Fluids: Submit urine, CSF,
BAL, and all other body fluids
in a sterile screw cap
container.STABILITY Room
Temperature: 14 days
Refrigerated: 14 days
Frozen: Indefinitely
Prevention Genetics Cockayne
COCKAYNE SYNDROME VIA ERCC6 (609413) Lavender Top (EDTA) (www.preventiongenetics.com Syndrome,)il'ype B NGS Ju;y 10 2023
THE ERCC6 GENE [1008]
) (133540)
Collagen Type Il Antibodies Red Top; Gold SST. Stable for Mayo Clinical L.aboratorles . Enzyme Linked
[FETYC] 1399 7 d at 4°C or longer at -20°C. (www.mayomedicallaboratori Immunosorbent 15-May-19
es.com) Assay (ELISA)
Immunodermatology
Laboratory
Red Top or Gold SST. Stability | Department of Dermatolo .
. Ambier?t: 7 days Refrigerated:y 30 Fl)\lorth 1900 East 4A3390y e e
Collagen VII 1gG Antibody Level 1399 . L ' Immunosorbent 6-Jul-20
14 days Frozen: Indefinitely SOM Assay (ELISA)
Salt Lake City, Utah 84132
Email:
immunoderm@hsc.utah.edu
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
APC, AXIN2, BMPR1A,
BUB1B, CDH1,
CDKN2A, CHEK?2,
EPCAM, EXO1, FLCN, | Lavender Top (EDTA)2x 4 Fulgent Genetics NextGen
SN DR 231 GALNT12, MLH1, mL (fulgentdiagnostics.com) Sequencing LA
MSH2, MSH6, MUTYH,
PMS1, PMS2, PTEN,
SMAD4, STK11, TP53
Molecular Genetics
Laboratory, Hospital for Sick
Children Colorectal cancer 1. Sanger
Colorectal cancer (Li-Fraumeni 931 TP53 (191170) Lavender Top (EDTA) (www.3|ckkld's.t.:a/Paedlatrch' (114500), Li- sequencing 2. gene
syndrome) aboratoryMedicine/Laboratori | Fraumeni syndrome dosage
es-Services/Molecular- (151623)
Genetics-
Laboratory/index.html)
. Plasma (EDTA); handle at 4°C; | Quest Diagnostics Chantilly
Colovantage ([llﬂgégl]ated Septin 9) 1395 SEPT9 freeze plasma in plastic 14225 Newbrook Dr. 11-Apr-18
container. Minimum 10 mL. Chantilly, VA 20153-0841
CD27, CR2, CTLA4,
ICOS, IL21, IL21R,
Common Variable LRBA, NFKB2, .
- . . L Next-Generation
Immunodeficiency Panel (Inviate) 1042 PIK3CD, PIK3R1, Lavender Top (EDTA) Invitae (www.invitae.com) sequencing 10-Jul-23
[08112] PLCG2, PRKCD, RAC2,
STAT3, TNFRSF13B,
TNFRSF13C, TNFSF12
Complement C1q, Quantitative 1402 Serum. Store at -20°C. Stable LabCorp/Dynacare 7-0ct-24
14 d. https://www.labcorp.com/
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

ADIPOQ Complement system AD/AR 2 8
ADIPOR1* Complement system AD/AR 4
ADIPOR2 Complement system AD/AR
ARMC4* Ciliary dyskinesia AR 13 15
C1QA Clq deficiency AR 2 7
C1QB C1q deficiency AR 4 7
C1QBP Primary immunodeficiency AD/AR
6
C1QC C1q deficiency AR 4 7
C1R Immunodeficiency AD/AR 14 16
C1S Complement component C1s
deficiency AR 4 8
C2* Complement component 2 deficiency
AR 46
C3 Hemolytic uremic syndrome, atypical,
Complement component 3 deficiency
AD/AR 5 82
C3AR1 Complement system AD/AR 1 3
C4A* Blood group, Chido/Rodgers system
BG15
C4B* Complement component 4B
deficiency AR 8
C4BPA Complement system AD/AR 2
. C4BPB Complement system AD/AR
Complement System Disorder Panel 803 cs Ecunzurpnab, poo,yfesponse o) Lavender Top (EDTA)
i Complement component 5 deficiency
Plus Anlaysis [IM0701] AR E 1T
C5AR1 Complement system AD/AR
C5AR2 Complement system AD/AR 2
C6 Complement component 6 deficiency
AR711
C7 Complement component 7 deficiency
AR 14 29
C8A Complement component 8 deficiency
AR 25
C8B Complement component 8 deficiency
ART77
C8G Immunodeficiency AD/AR
C9 Complement component 9 deficiency
ART77
CCDC39 Ciliary dyskinesia AR 16 38
CCDCA40 Ciliary dyskinesia AR 19 32
CCDC65 Ciliary dyskinesia AR 1
CCDC103 Ciliary dyskinesia AR 3 4
CCDC114 Ciliary dyskinesia AR 6 7
CCNO Ciliary dyskinesia AR 9 9
CD46* Hemolytic uremic syndrome,
atypical AD/AR 4 64
CD55 Blood group, Cromer system BG 7 6
CD59 CDA9 deficiencv AR 3 6

Blueprint Genetics

http://blueprintgenetics.com/ 2-Feb-18

Comprehensive Ataxia Repeat MNG Laboratories

Expansion Panel (SCA 1, 2, 3, 6, 7, . . NextGen
8,10, 11, 12, 17, 36, DRPLA & 584 Lavender Top (EDTA) (www.medicalneurogenetics.c 11-Nov-24

Sequencing
FRDA) [MOL391] om)/Dynacare

Comprehensive Cardiovascular
NGS Panel

Fulgent Genetics

286 LSRRI (ERE) (fulgentdiagnostics.com)

3/26/2025
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Comprehensive Cellular Energetics
Defects (NextGen Sequencing
Panel and Copy Number Analysis +
mtDNA) [NGS301]

636

AARSZ \01¢Uaa), ADUD/
(300135), ABCBS (605464),
ABCD1 (300371), ABCF2
(612510), ABHD5 (604780),
ACAAL (604054), ACACA
(200350), ACACB (601557),
ACADS (604773), ACADY
(611103), ACADL (609576),
ACADM (607008), ACADS
(606885), ACADSB (600301),
ACADVL (609575), ACAT1
(607809), ACAT2 (100678),
ACLY (108728), ACO1
(100880), ACO2 (100850),
ACOX1 (609751), ACOX2
(601641), ACP6 (611471),
ACSBG1 (614362), ACSF3
(614245), ACSL1 (152425),
ACSL3 (602371), ACSL4
(300157), ACSML1 (614357),
ACSM2B (614359), ACSM3
(145505), ADCK3 (606980),
ADHFE1 (611083), AFG3L2
(604581), AGK (610345), AGL
(610860), AIFM1 (300169),
AK2 (103020), AK3 (609290),
ALAD (125270), ALAS2
(301300), ALDH3A2 (609523),
ALDOA (103850), ALDOB
(612724), ALDOC (103870),
ANO10 (613728), APOPT1
(616003), APTX (606350),
ARMS2 (611313), ARX
(300382), ATAD3B (612317),
ATP5AL (164360), ATP5B
(102910), ATP5E (606153),
ATP7B (606882), ATPAF2
(608918), AUH (600529),

DAAT (602020 DAY

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

Next-Generation
sequencing

14-May-20
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Comprehensive Dystonia (NGS
Panel and Copy Number + mtDNA)
[NGS358]

1096

AARS AARSZ AASS ABCA7T ABCDT
ABCD4 ABHD12 ACOX1 ACP2 ACP5
ACTB ACVR1 ADAMTS13 ADAR
ADCY5 ADD3 ADH1C ADRA2B
AFG3L2 ALDH6A1 ALS2 ANO3 AP1S2
AP3B2 AP3D1 AP4B1 APTX
ARHGAP31 ARSA ARV1 ARX ATCAY
ATM ATP13A2 ATP1A2 ATP1A3
ATP2B3 ATP7B ATR AUH B4GALNT1
BCAP31 BCL11B BCS1L BICD2 BRAT1
BSCL2 C11orf73 C190rf12 CA2
CACNAILA CACNA1B CACNALD
CARS2 CHMP2B CIT CKAP2L CLPB
COASY COL4A1 COL6A3 COQ9
COX10 COX15 CP CRLF1 CTC1
CYB5R3 CYP27A1 DAG1 DCAF17 DDC
DDX3X DLAT DLD DMXL2 DNAJC12
DNAJC6 DOCK6 DPYS DRD5
DYNC1H1 EARS2 ECHS1 ECM1 ELAC2
ELP2 EMC1 ERCC6 ERCC8 ERLIN1
FA2H FAR1 FASTKD2 FBXL4 FBXO7
FGFR1 FOXG1 FOXRED1 FRRSIL FTL
GAMT GBA GCDH GCH1 GJA1 GJC2
GLB1 GLUD2 GLYCTK GM2A GNA11
GNAL GNAO1 GNAS GPR88 GRIK2
GTF2E2 GTF2H5 HACE1 HIBCH
HNRNPH2 HPCA HPRT1 HTRA2 HTT
IFIH1 IFNG 1SG15 JAM3 JPH3 KCNJ10
KCNMA1 KCNQ2 KCTD17 KMT2B
KRIT1 L2HGDH LIPT2 MAPT MARS2
MAT1A MCCC2 MCOLN1 MDH2
MECP2 MECR MFF MGP MICU1
MMADHC MORC2 MPV17 MRE11A
MRPS34 MTO1 NADK2 NALCN
NDUFA10 NDUFA12 NDUFA2
NDUFA9 NDUFAF2 NDUFAF6
NDUFS3 NDUFS4 NDUFS7 NDUFS8
NHP2 NKX2-1 NME1 NPC1 NPC2
NUP62 OBFC1 OCLN PAH PANK2
PARK2 PCCA PCCB PDE10A PDESB
PDGFB PDGFRB PDHA1 PDHX PET100
PINK1 PLA2G6 PLEKHG2 PLP1 PNKD
PNKP PNP PNPLA8 PNPT1 POLR1C
POLR3A PPP1R15B PRKCG PRKRA
PRRT2 PSEN1 PSMB8 PTEN PTS QDPR
RAB18 RBBP8 RLIM RNASEH1
RNASEH2A RNASEH2B RNASEH2C
RNASET2 RNF125 RNF216 SAMHD1
SCP2 SDHA SDHAF1 SDHD SERAC1
SETX SEXN4 SGCE SI C19A3 SI C20A2
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Lavender Top (2 x 4 mL)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

14-May-20

G:\1Lab Send Out List_Revised JAN 20 2026 POST




Proper test name or Associated
Disease with MIM Phenotype
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and OMIM Gene
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ABAT (I37I5U), ABTLTTS

(600509), ACADSB (600301),

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Comprehensive Epilepsy (NGS
Panel + Copy Number Analyis +
mtDNA) [NGS385]

1031

ACSF3 (614245), ADSL
(608222), ALDH5AL (610045),
ALDH7A1 (107323), ALG11
(613666), AMT (238310),
ARHGEF15 (608504),
ARHGEF9 (300429), ARX
(300382), ASAH1 (613468),
ATIC (601731), ATP6AP2
(300556), AUTS2 (607270),
BOLAS3 (613183), CLOORF2
(606075), CACNAIA (601011),
CACNALG (604065),
CACNAIH (607904),
CACNA2D2 (607082),
CACNB4 (601949), CACNG3
(606403), CADPS2 (609978),
CDKL5 (300203), CERS1
(606919), CHD2 (602119),
CHRNA2 (118502), CHRNA4
(118504), CHRNB2 (118507),
CLCN2 (600570), CLCN4
(302910), CLN3 (607042),
CLNS5 (608102), CLNG
(606725), CLNS (607837),
CNTNAP2 (604569), COG7
(606978), COG8 (606979),
COL6A2 (120240), COQ2
(609825), COQ9 (612837),
CPAG6 (609562), CSTB
(601145), CTSD (116840),
D2HGDH (609186), DEPDC5
(614191), DNAJCS (611203),
DNM1 (602377), DOCK7
(615730), DPAGT1 (191350),
DYRK1A (600855), EEF1A2

(602959), EFHC1 (608815),

CDA2A (6078668 CTLIC]

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

Alternative: Fulgent Epilepsy

NGS Panel

28-Jul-20
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Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Comprehensive Epilepsy NGS Panel

1031

ABAT, ABCB1, ABCCS,
ACY1, ADAR, ADCK3,
ADGRG1, ADGRV1,
ADSL, AGA, AHI1, AKT3,
ALDH4A1, ALDH5A1,
ALDHT7A1, ALG1, ALG12,
ALG13, ALG2, ALGS3,
ALGS6, ALGS, ALG9,
AMACR, AMT, ANK3,
APTX, ARFGEF2, ARG1,
ARHGEF15, ARHGEF9,
ARL13B, ARSA, ARSB,
ARX, ASNS, ASPA, ASPM,
ATIC, ATP13A2, ATP1A2,
ATP2A2, ATP6AP2,
ATP6VO0A2, ATPAF2,
ATR, ATRX, AUH,
B4GALT1, BCKDK,
BCS1L, BOLA3, BRAF,
BRAT1, BRD2, BTD,
BUB1B, C10orf2,
C120rf57, C120rf65,
CACNAI1A, CACNAI1H,
CACNA2D2, CACNB4,
CASK, CASR, CBL,
CC2D2A, CCDC88C,
CCL2, CDK5RAP2,
CDKL5, CDON, CELSR1,
CENPJ, CEP152, CEP290,
CHD2, CHRNA2,
CHRNA4, CHRNAY7,
CHRNB2, CLCN2, CLCN4,
CLCNKA, CLCNKB,
CLN3, CLN5, CLNS,
CLN8, CNTN2, CNTNAP2,

Lavender Top (2 x 4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

3/26/2025

Comprehensive Immune and
Cytopenia Panel [IM0902]

1076

Lavender Top (EDTA)

Blueprint Genetics

http://blueprintgenetics.com/

NextGen
Sequencing

22-Aug-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Screening with
NMDAR, GABAB, mosi?r:;) Iz:;lér; las
Comprehensive In-House Testin DPPX, LGIL, CASPR2, IOtic P
P L esting AMPAR, CV2,PNMA2, : :
Panel [OLD NAME: Autoimmune Yo. Hu. Recoverin BC Neuroimmunolo immunoblot/in-
Encephalitis/ Paraneoplastic Full 1417 . ! Serum/CSF 9y house rat-brain $1,000.00 4-Feb-25
. . SOX1,.Zic4, GAD65, (bcneuro.ca) . . .
Panel Evaluation, 20 antigens immunohistochemi
(AEPP_20 Ag)] GIuR1, GIuR5,GIyR, strvi
<0 Ad KLH11, GFAP, and . Y
immunofluorescenc
IgLONS5 ;
e reflex to in-
house CBAs
Comprehensive ]
MNG Laboratories -
Leukodystrophy/Leukoencephalopat 964 Lavender Top (EDTA) (www.medicalneurogenetics.c Next-Generatlon 29-Sep-20
hy (NGS Panel and Copy Number om)/Dynacare sequencing
Analysis + mtDNA) [NGS372] Y
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ADCCDS, ABCUTI, ABCDZ,
ACAA1, ACADY, ACADL,

ACADM, ACADS, ACADVL,
ACATL, ACOX1, ACSF3,
ACY1, ADAMTSL2, ADAR,
ADSL, AGA, AGK, AGL,

AGPAT2, AKT2, ALAD,
ALAS2, ALDH5AL,
ALDH6AL, ALDHTAL,
ALDOA, ALG1, ALG11,
ALG12, ALG13, ALG2, ALG3,
ALG6, ALG8, ALGY, AMACR,
AMT, ANO10, ANTXR2,
APTX, ARG1, ARSA, ARSB,
ASAHL, ASL, ASPA, ASSL,
ATP13A2, ATP6VOA2, AUH,
B3GLCT, B4GALT1,
BCKDHA, BCKDHB, BSCL2,
: ; BTD, C120rf65, CA2, ;
Comprehensive Metabolism NGS 1891 AN CAT AV, Lavender Top (EDTA) 2 x 4 Fulge_nt Gengtlcs NextGe_n 3/26/2025
Panel CAVINL, CBS, CD320, mL (fulgentdiagnostics.com) Sequencing
CKMTIA, CKMT1B, CKMT2,
CLCN1, CLDN16, CLDN19,
CLN3, CLNS5, CLNS, CLNS,
CNNM1, CNNM2, CNNM4,
COG1, COG4, COG5, COGS,
COG7, COG8, COL11A2,
COL2A1, COQ2, COQS,
COQ8A, COQ9, CPOX, CPSt,
CPT1A, CPT1B, CPT2, CTNS,
CTSA, CTSC, CTSD, CTSK,
DBT, DDOST, DGUOK,
DHCR7, DHDDS, DLD, DOLK,
DPAGT1, DPM1, DPM2,
DPM3, DPYD, DYM, ECHS,
EGF, ENO3, EPM2A, ETFA,
ETFB, ETFDH, FAH, FBP1,
FBXL4, FECH, FH, FLNA,

NP _LCOL D1 CLICA]

|
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Comprehensive Neuropathies
(NextGen Sequencing Panel and
Copy Number Analysis; 869 genes
+ mtDNA) [NGS445]

643 (445)

437IT AAAS AARS AASS ABAT
ABCA1 ABCB7 ABCC8 ABCD1 ABCD4
ABHD12 ACO2 ACOX1 ACP5 ACTAL
ACTB ACVR1 ACVRL1ACY1
ADAMTS2 ADCK3 ADCY5 ADCY6
ADSL ADSSL1 AFG3L2 AGXT AIFM1
AIMP1 AKT1 ALAD ALDH18A1
ALDH3A2 ALDH5A1 ALDH6A1 ALG2
ALOX5AP ALS2 AMACR AMER1 AMN
AMPD1 AMPD2 ANG ANKH ANKLE2
ANOS5 AP1S1 AP1S2 AP3D1 AP4B1
AP4E1 AP4AM1 AP4S1 AP5Z1 APOA1BP
APOB APTX AR ARCN1 ARHGEF10
ARL13B ARL6IP1 ARNT2 ARSA ARX
ASAH1 ASCC1 ASNS ASPA ASXL1
ATAD3A ATL1 ATL3 ATP13A2 ATP1A3
ATP2A1 ATP2B3 ATP6AP2 ATP7A
ATP7B ATRX AUH B3GALT6
B3GALTL BAGALNT1 BAG3 BCAP31
BCOR BCSI1L BICD2 BIN1 BMP2
BOLA3 BRAT1 BRPF1 BSCL2 BTNL2
BUB1B C100RF2 C11orf73 C120rf65
C190rf12 CACNA1A CACNALD
CACNAILG CAPN1 CAPN3 CARS2
CASK CAV1 CAV3 CCDC88C CCND1
CCT5 CD59 CDK5 CECR1 CEP120
CEP55 CFH CFHR1 CFHR3 CFL2
CHCHD10 CHMP1A CHMP2B CHRNA1
CHRND CHRNG CISD2 CIT CKAP2L
CLCF1 CLCN1 CLCN7 CLP1CLPB
CLPP CNBP CNTN2 CNTNAP1 COASY
COG2 COL18A1 COL4A2 COL6AL
COL6A2 COL6A3 COMP COQ2 COQ4
COQ7 COQ9 COX10 COX15 COX6AL
COX7B CPOX CPT1C CREBBP CRYAB
CSF1R CSPP1 CTC1 CTDP1 CTNNB1
CTSD CTSF CUBN CWF19L1 CYB5R3
CYP27A1 CYP2U1 CYP7B1 D2HGDH
DARS DARS2 DCAF8 DCTN1 DDC
DDHD1 DDHD2 DDOST DDR2 DDX3X
DES DGUOK DHCR24 DHFR DHH
DHTKD1 DKC1 DLAT DMXL2 DNA2
DNAJB2 DNAJC12 DNAJC3 DNM1L
DNM2 DNMT1 DOCK6 DPAGT1 DPH1
DPM1 DSE DST DYNC1H1 EARS2
EBF3 ECE1 EGR2 EIF2B1 EIF2B2
EIF2B3 EIF2B4 EIF2B5 ELOVL4
ELOVLS5 ELP2 EMC1 EML1 ENTPD1
EPG5 ERBB3 ERBB4 ERCC1 ERCC2

ERCC3FRCC6 FRCCRFRI INT ERI IN?

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

14-May-20
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Proper test name or Associated

HGNC Gene Symbol
Disease with MIM Phenotype

MSSS Test Code

Number

and OMIM Gene

Number
ACADS (606885), ACTAL

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Syndromes (NextGen Sequencing

55 Genes + mtDNA) [NGS352]

Comprehensive Short Stature

Comprehensive Ophthalmoplegia

Panel and Copy Number Analysis;

1648

(102610), AFG3L2
(604581), AGRN (103320),
APTX (606350), ATXN1
(601556), ATXN2
(601517), ATXN3
(607047), ATXN7
(607640), BIN1 (601248),
C100RF2 (606075),
C120rf65 (613541), CHAT
(118490), CHRNAL
(100690), CHRNB1
(100710), CHRND
(100720), CHRNE
(100725), CLPP (601119),
COLQ (603033), DNM2
(602378), DOK?7 (610285),
EARS2 (612799), FOXE3
(601094), FOXRED1
(613622), GBA (606463),
GRM1 (614831), HARS2
(600783), HCCS (300056),
HSD17B4 (601860),
KIF21A (608283), LARS2
(604544), C200RF72
(615076), MPV17 (137960),
MTM1 (300415), MTMR14
(611089), MUSK (601296),
MYH2 (160740), OPAL
(605290), OPA3 (606580),
PABPN1 (602279), POLG
(174763), POLG2 (604983),
RAPSN (601592), RRM2B
(604712), RYR1 (180901),
SCO2 (604272), SDHAF1

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

14-May-20

Syndrome Panel [MA2101]

560

Lavender Top (EDTA)

Blueprint Genetics

http://blueprintgenetics.com/

Sanger sequencing

25-Sep-25
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Aland Island Eye
Disease ( 300600);
Cone-Rod
Prevention Genetics Dysgophy X-L|.r1ked
Cone-Rod Dystrophy Panel [10403] 1444 CACNALF (300110) Lavender Top (EDTA) (www.preventiongenetics.com (3004.76)’ NextGe_n See Blueprint Genetics 10-Jul-23
Congenital Sequencing
) Stationary Night
Blindness, Type 2A
(300071)
ARMCS, CYP11B1,
Congenital Adrenal Hyperplasia 1326 CYP11B2, CYP17Al, Lavender Top (EDTA) 2 x4 Fulgent Genetics 3/26/2025
NGS Panel CYP21A2, HSD3B2, mL (fulgentdiagnostics.com)
POR, PRKAR1A, STAR
ARMCS5 CYP11A1
CYP11B1* CYP11B2*
Congenital Adrenal Hyperplasia CYPL7AL CYP21A* Lavender Top (EDTA)2x 4 Blueprint Genetics NextGen
1326 HSBD3B2 PDE11A . . . 28-Feb-20
Panel [EN0801] PDESB mL http://blueprintgenetics.com/ Sequencing
POR PRKAR1A
STAR
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Hyperinsulinemic
Hypoglycemia,
Familial 3 602485
Hyperinsulinemic
Hypoglycemia,
Familial 6 606762
Hyperinsulinemic
Hypoglycemia,
Familial, 1 256450
ABCCS8 (600509) Hyperinsulinemic
GCK (138079) Hypoglycemia,
GLUD1 (138130) Familial, 2 601820
Congenital Hyperinsulinism Panel HADH (601609) Preventio_n Geneti_cs Hyperinsulinemic Next-Generation
[10265] 541 HNF1A (142410) Lavender Top (EDTA) (www.preventiongenetics.com Hyp_oglycemla, sequencing 7/10/2023
HNF4A (600281) ) Familial, 4 609975
KCNJ11 (600937) Hyperinsulinemic

SLC16A1 (600682)
UCP2 (601693)

Hypoglycemia,
Familial, 7 610021
Maturity-Onset
Diabetes Of The
Young, Type 1
125850
Maturity-Onset
Diabetes Of The
Young, Type 3
600496
Related Tests
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HGNC Gene Symbol

Proper test name or Associated
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
VIyasthenic
syndrome,
congenital, with pre-
and postsynaptic
defect s 615120);
Myasthenic
syndrome,
congenital,
associated with
AGRN, ALG14, ALG2, (Zgzg‘fg)'?mr;gzle
CHAT, CHRNA1, NG drome
CHRNE, CHRNG, Mygsthenic '
COL13A1, COLQ, y
C ital Myasthenic Syndrome DOK7, DPAGT, Fulgent Genetics chsaﬁnnirloggi’ ]:aarfitt-al Next-Generation
oo Nés Panel ’ 606 GFPT1, GMPPB, Lavender Top (2 x 4 mL) (fulgen?diagnostics.com) (608933)' sequencing 3/26/2025
LAMB2, LRP4, MUSK, 5
Myasthenic

MYOQ9A, PLEC, PREPL,
RAPSN, SCN4A,
SLC25A1, SLC5A7,
SNAP25, STIM1, SYT2 (
28 genes )

syndrome, slow-
channel congenital
(601462);
Myasthenic
syndrome,
congenital,
associated with
acetylcholine
receptor deficiency
(608931);
Myasthenic
syndrome, slow-
channel congenital

(A01462): Multinle
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Congenital Neutropenia Panel
[IM0501]

836

ACTB* CLPB
CSF2RA#* CSF3R
CTSC EFL1*
ELANE G6PC3
GATA2 GFI1
GINS1 HAX1
IFNGR2
JAGN1 LAMTOR2
LYST MKL1
PGM3 RAC2
SBDS* SLC37A4
SMARCD2 SRP54
SRP72* VPS13B
VPS45# WAS WDR1

Lavender Top (2 x 4 mL)

Blueprint Genetics
http://blueprintgenetics.com/

NextGen
Sequencing

28-Feb-20
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

AN VIT-Z beta AD (ANt
Chromodomain helicase
DNA binding protein 4
antibody); Anti Ku Ab;
Anti nRNP/Sm Ab (Anti
Nuclear
ribonucleoprotein (U1-
RNP) antibody); Anti Sm
Ab (Anti Smith
antibody); Anti SSA
(Ro60) Ab; Anti Ro52
(TRIM21) Ab; Anti SSB
(La) Ab; Anti Scl-70 Ab
(Anti Topoisomerase |
antibody); Anti PM/Scl-
Connective Tissue Disease- Lupus 100 Ab (Anti PM/Scl . Replaces Mitogen panel.
Profile, Serum [CTDAB S]p 1863 Comple(x (100 kDa) Gold SST In-Common Laboratories Immunoblot Mitogen does no?acczpt CSF.
antibody); Anti Jo-1 Ab
(Anti Histidyl-tRNA
synthetase antibody);
Anti Centromere protein
B Ab; Anti PCNA Ab
(Anti Proliferating cell
nuclear antigen
antibody); Anti dsDNA
Ab (Anti Double
stranded DNA antibody);
Anti Nucleosome
(chromatin) Ab; Anti
Histone Ab; Anti

Ribosomal P proteins Ab;
Anti AMA-M? Ah (Anti

30-Mar-25

Replaces

. . vasopressin/Anti-
Prefered Plasma (Li heparin). Lo
efered Plasma (Li heparin) Diuretic Hormone. Fluorescent

Copeptin, Serum/Plasma 1465 Serum & EDTA plasma OK. In-Common Laboratories 5-Sep-22

Store and send frozen (90 days). Oi;g(ﬂzﬁt;r;e;?ge immunoassay

time.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

NIPBL (608667);

Cornelia de Lange
syndrome 1
(122470); Cornelia
de Lange syndrome

SMCIA (300040); SMC3 Fulgent Genetics Cofnfa?&ojg (I)_)z;nge Next-Generation
Cornelia de Lange Syndrome (606062); HDACS Lavender Top (2 x 4 mL) . . . 3/26/2025
i (fulgentdiagnostics.com) syndrome 3 sequencing
(300269); RAD21 ) .
(610759); Cornelia
(606462)
de Lange syndrome
4 (614701);
Cornelia de Lange
syndrome 5 (300882)
3 ml EDTA plasma should be
Corticotropin Releasing Factor collectegl and separated as soon | Inter Science Institute - 944
(CRF, CRH) as possible. Plasma should be West Hyde Park Blvd, RIA
’ frozen immediately after Inglewood, CA 90302
separation
Mayo Clinical Laboratories
Cortisol, free [CORTF] Red Top or Lavender Top (Www.mayomedicallaboratori 31-Oct-20
€s.com)

Coxiella burnetii (Q fever), . Mayo Clinical Laboratories | Fi¢vre Q (Coxiella

Molecular Detection, PCR, Blood V(\ilhole blloocti Eta;ré‘ SE;%LGJ (www.mayomedicallaboratori |burnettii 1gG et IgM) 31-Oct-20
[CBBRP] ays only at a or : es.com) at CHUS Fleurimont
Molecular Genetics
Laboratory, Hospital for Sick
Children Sanger
Craniosynostosis Non-Syndromic (www.sickkids.ca/PaediatricL. . . sequencing;
(select exons of FGFR3 gene) AR (Lettks) LATEET U (ER1E) aboratoryMedicine/Laboratori Craniosynostosis FGFR3

es-Services/Molecular-
Genetics-
Laboratory/index.html)

(p.Pro250Arg)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
arginine:glycine
amidinotransferase
deficiency
(602360/612718),
Creatine Disorders Panel, Urine GATM (602360); Random urine (m rié?c:(ri?;dl_iigﬁgtgrr;zri r%:ia;?:;%iigztsz To be verified
[CRDPU] SLC6A8 (300036) ' . '
€s.com) deficiency
(601240/612736),
creatine transporter
(SLC6AS8) defect
(300036/300352)
Molecular Genetics
Laboratory, Hospital for Sick
ryCh"ern Craniosynostosis: sec?ua:r?cei:lg'
Crouzon Syndrome (select exons of FGFR2 (176943); FGFR3 Lavender Top (EDTA) (www.5|ckkld_s.(_:a/Paedlatrch__ Crouzon syndrome FGFR2 (exon 7 To be verified.
FGFR2 and FGFR3 gene) (134934) aboratoryMedicine/Laboratori ]
. (123500) and 8); FGFR3
es-Services/Molecular- (p.Pro250Arg)
Genetics- '
Laboratory/index.html)
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Cryoglobulin and Cryofibrinogen

Panel, Serum and Plasma [CRGSP]

Cryoribrimogen
Collection Container/Tube:
Lavender top (EDTA)
Submission Container/Tube:
Plastic vial
Specimen Volume: 1 mL
Collection Instructions:

1. Tube must remain at 37
degrees C.

2. Centrifuge at 37 degrees C.
(Do not use a refrigerated
centrifuge. If absolutely
necessary, ambient temperature
is acceptable.) It is very
important that the specimen
remain at 37 degrees C until
after separation of plasma from
red cells.

3. Place plasma into an
appropriately labeled plastic
vial. Cryoglobulin
Collection Container/Tube:
Red top
Submission Container/Tube:
Plastic vial
Specimen Volume: 5 mL
Collection Instructions:

1. Tube must remain at 37
degrees C.

2. Allow blood to clot at 37

degrees C.
2 Centrifiioe at 37 dearees C

Mayo Clinical Laboratories
(www.mayomedicallaboratori
es.com)

Evaluating patients
with vasculitis,
glomerulonephritis,
and
lymphoproliferative
diseases

Evaluating patients
with
macroglobulinemia
or myeloma in
whom symptoms
occur with cold
exposure

immunofixation

To be verified.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Chronic Infantile
Neurological,
Cutaneous And
Articular Syndrome
Cryopyrin-Associated Periodic Prevention Genetics (607115); Familial
Syndromes via the NLRP3 Gene NLRP3 (606416) Lavender Top (EDTA) (www.preventiongenetics.com Amyloid Sanger sequencing 10-Jul-23
[1638] ) Nephropathy With
Urticaria And
Deafness (191900);
Familial Cold
Urticaria
Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
Cryptococcal Antigen, latex centrifuge_. Pipette serum into a o _ _ _ _
. ! 2020 plastic screw cap vial. MiraVista Diagnostics Reserved for Microbiology 8-Sep-22
agglutination [319] ) . .
CSF: Collect in sterile
container. Centrifuge to
remove white cells and
particulate matter. STABILITY
efrigerated/Frozen: 2 months
14-3-3 protein
2.0 mL CSF; Freeze sample as National Microbiology testing of
CSF Protein Immunoassay Panel 1383 soon as possible after Laboratory, Health Canada Creutzfeldt-Jakob |cerebrospinal fluid Should be registered with 24-May-17
(CJD Protein Test Panel) collection. Ship frozen on dry (Winnipeg) Disease (CJD) (CSF) (ELISA); surveillance.
ice. PrPd (QuIC); Tau
protein (ELISA)
Epilepsy,
. progressive
CSTB dodecrr;g;eﬂgeat expansion CSTB (601145) Lavender Top (EDTA) Ambry Genetics myoclonic 1A To be verified.
(Unverricht and
Lundborg) (254800)
Diagenos Currarino syndrome .
Sanger sequencing

Currarino syndrome

MNX1 (142994)

Lavender top (EDTA)

(www.diagenos.com)

(176450)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
. Centogene AG Currarino syndrome .
Currarino syndrome MNX1 (142994) Lavender top (EDTA) (www.centogene.com) (176450) Sanger sequencing
Cincinnati Children’s
Hospital Medical Center,
EDTA plasma - 2 aliquots. Diagnostics Immunolgy hemophagocytic
CXCL9 1465 Store in polypropylene tubes.. Laboratory, lymphobhistiocytosis 18-Apr-23
Send frozen. Satble 6 month 3333 Burnet Avenue NRB (HLH)
1042 Cincinnati, OH 45229
(www.cincinnatichildrens.org)
Cyclic AMP, Urinary Excretion Serum (Red Top) AND random Mayo Clinical L.aboratorles .
- ; (www.mayomedicallaboratori 19-May-17
[GRP] urine resquired. Store frozen.
€s.com)
Fulgent Genetics Vitamine D NextGen
CYP27B1 Single Gene Test 897 CYP27B1 (609506) Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) dependant rickets Sequencing 3/26/2025
' typel (264700)

In-Common Laboratories Immunonephelome 6-Sep-18

Cystatin C [CYSTC]

78

Serum. Store and send frozen

tr

€s.com)

S SLC3A1 (104614); SLC7A9 Fulgent Genetics N NextGen
Cystinuria NGS Panel 807 (604144): PREPL (609577) Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) Cystinuria (220100) Sequencing 3/26/2025
Mayo Clinical Laboratories
Cytochrome P450 2D6 (CYP2D6) 77 CYP2D6 (124030) | -Avender Top (EDTA). Stable |\ 0 - ovomedicallaboratori 31-0ct-20
Comprehensive Cascade [2D6CV] for 30 days at 4°C. es.com)
Mayo Clinical Laboratories . bead-based
Cytokine Panel [CYPAN] 1523 Lavender Top (EDTAO) - Stable (www.mayomedicallaboratori |. mcludgs soluble multiplex See OncoHelix 18-Apr-23
for 30 days at 4°C. interleukin-2 receptor immunoassay

Dabigratan

Serum (Light blue top)

Quest Diagnostics
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Leukoencephalopath
y with brain stem
and spinal cord
involvement and
. lactate elevation
. MNG Laboratories
DARS?2 Full Gene Sequencing . . (611105) .
Analysis [MOL094] DARS2 (610956) Lavender Top (EDTA) (www.moeril)iglns::;?:netlcs.c Alternate name- Sanger sequencing 14-May-20
Y DARS2:
Mitochondrial
Aspartyl-tRNA
Synthetase
Deficiency
. Chromosomel1p36
Deletion 1p Green Top; RT only Cytogenetlcs I__abora_tory, deletion syndrome microarray To be verified.
Hospital for Sick Children
(607872)
. Prevention Genetics
Dementia, [T:;g;) OF Panel 598 19 genes Lavender Top (EDTA) (www.preventiongenetics.com NGS Replaces Dementia Panel [10309]| 20-Jun-24
)
. . . Only temporarily allowed. To be
eIl PLEd ERE 718 Lavender Top (EDTA) 'Blueprlr.lt Genet!cs NGS replaced by polymalformation 8-Oct-24
[MS020x] http://blueprintgenetics.com/ .
Panel in Qc
Red Top preferred. Serum Mayo Clinical Laboratories
Dexamethasone [FDXM] 1465 stable for 28 d at -20°C. (www.mayomedicallaboratori LC-MS 6-Oct-22
es.com)
Diabetes Insipidus Panel [K11801] 1457 AQP2 AVP AVpRy | LavenderTop (EDTA)2x4 Blueprint Genetics NextGen 28-Feb-20
mL http://blueprintgenetics.com/ Sequencing
DICERL single gene test [S00555] 246 DICERL SOV oD (B 22 e et NextGen 28-Feb-20
mL http://blueprintgenetics.com/ Sequencing
Dihydrotestosterone, Serum G Red Top or Gold Top. Store R e, P

[DHT]

serum and send frozen
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Gastroenterology Clinical
Lab. Nemours/Alfred
I.Dupont Hospital for

. . N Intestinal biopsy, 2-5 mg wet Children, Wilmington, DE lactase, maltase,
Disaccharidase Determination, . . .
) 85 weight. Store at -70°C until (Www.nemours.org) sucrase, palatinase 22-Feb-24
Small Bowel Biopsy o . )
shipping and send on dry ice | (https://www.nemours.org/ped and glucoamylase
iatric-

research/labservices/diagnosti
c/gastroenterology-lab.html)
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Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
3-Ox0-5 Alpha-Steroid Delta 4-
AMH 600957 Dehydrogenase Deficiency AD
AMHR?2 600956 264600
ANOS1 300836 46,XX Sex Reversal, Type 1 AR
AR 313700 400045
ARL6 608845 46,XY Sex Reversal, Type 3 AD
ARX 300382 612965
ATRX 300032 46,XY Sex Reversal, Type 5 AD
BBS1 209901 613080
BBS10 610148 46,XY Sex Reversal, Type 6 AD
BBS12 610683 613762
BBS2 606151 46,XY Sex Reversal, Type 7 AR
BBS4 600374 233420
BBS5 603650 Adrenal Insufficiency, Congenital,
BBS7 607590 With 46,XY Sex Reversal, Partial
BBS9 607968 Or Complete AR 613743
CBX2 602770 Androgen Resistance Syndrome XL
CHD7 608892 300068
CYP11A1 118485 Antley-Bixler Syndrome AR 207410
CYP17A1 609300 Antley-Bixler Syndrome With
CYP19A1 107910 Genital Anomalies And Disordered
DHH 605423 Steroidogenesis AR 201750
. DMRT1 602424 . . ATR-X Syndrome XL 301040 .
Disorders of Sex Development DMRT2 604935 Prevention Genetics Bardet-Biedl Syndrome 1 AR [ EXOme sequencing
Sequencing Panel with CNV 1395 ey Lavender Top (EDTA) | (Www.preventiongenetics.com| o siea Symdrome 10 AR with CNV 10-Jul-23
Detection [4509] FGFR2 176943 ) 615987 detection
FOXL2 605597 Bardet-Biedl Syndrome 11 AR
FSHB 136530 615988
GATA4 600576 Bardet-Biedl Syndrome 12 AR
GNRH1 152760 615989
GNRHR 138850 Bardet-Biedl Syndrome 2 AR
HESX1 601802 615981
HFE 613609 Bardet-Biedl Syndrome 3 AR
HS6ST1 604846 600151
HSD17B3 605573 Bardet-Biedl Syndrome 4 AR
KISS1 603286 615982
KISS1R 604161 Bardet-Biedl Syndrome 5 AR
LEP 164160 615983
LEPR 601007 Bardet-Biedl Syndrome 6 AR
LHCGR 152790 605231
LHX3 600577 Bardet-Biedl Syndrome 7 AR
LHX4 602146 615984
MAMLD1 300120 Bardet-Biedl Syndrome 8 AR
MAP3K1 600982 615985
MKKS 604896 Bardet-Biedl Syndrome 9 AR
NROB1 300473 615986
NR5AL 184757 Blepharophimosis, Ptosis, And
NSMF 608137 Epicanthus Inversus AR 110100
PCSK1 162150 Camptomelic Dysplasia AD 114290
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
benzthiazide,
bumetanide,
Mayo Clinical Laboratories 22:3:?;2;;222’
Diuretic Screen, Urine [FDIRU] Random urine (www.mayomedicallaboratori furosemide ' To be verified.
GGl hydrochlorothiazide,
hydroflumethiazide,
and metolazone
DNA Double-Standed Antibodies, S ST, i a0 e | ER G e Fsaelef s
1465 (www.mayomedicallaboratori ELISA 20-Aug-21
1gG, Serum [ADNA] 21 days.
es.com)
Double-stranded DNA (dsDNA) Serum; Plasma (EDTA);
Antibodies, Serum/Plasma 1465 ant-dsDNA Plasma (heparin); Plasma In-Common Laboratories ELISA Replaces Mitogen. 31-Mar-25
[DNAAB] (Citrate). Store at -20°C.
Doxycycline [94093] 1465 Serum (2 mL). Store frozen. Quest Diagnostics 21-Feb-20
Drug DependeF;OIZ(’)Ig]telet Antibody 1465 Gold SST Blood Center of Wisconsin
o Mayo Clinical Laboratories . .
Drug Screeq, AU, 1465 Random urine (www.mayomedicallaboratori Tnfluope_razme 20-Oct-20
Urine [PDSU] (stelazine)
es.com)
Molecular Genetics
Laboratory, Hospital for Sick
Children
Duchenne and Becker Muscular (www.sickkids.ca/PaediatricL L. Sanger
Dystrophy (310200 and 300376) 617 DMD (300377) Lavender Top (EDTA) aboratoryMedicine/Laboratori sequencing 2. gene 4-May-17
. dosage
es-Services/Molecular-
Genetics-
Laboratory/index.html)
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Test Site

Test Detail
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Special Comment
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Dystonia Dyskinesia NGS Panel

1096

ANOS, ATP1A3,
CACNAI1B, CIZ1,
COL6A3, DRD2, DRDS5,
GCH1, GNAL, HPCA,
KCTD17, PNKD, PRKN,
PRKRA, PRRT2, SCP2,
SGCE, SLC2A1,
SLC6A3, SPR, TAF1,
TH, THAP1, TOR1A,
TUBB4A

Lavender Top (2 x 4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)

Alternatng
hemiplegia of
childhood 2
(614820); CAPOS
syndrome (601338);
Dystonia-12
(128235); Dystonia,
myoclonic (159900);
Dystonia, primary
cervical; Dystonia
16 (612067);
Convulsions,
familial infantile,
with paroxysmal
choreoathetosis
(602066); Episodic
kinesigenic
dyskinesia 1
(128200); Seizures,
benign familial
infantile, 2
(605751);
Leukoencephalopath
y with dystonia and
motor neuropathy
(613724); Dystonia-
11, myoclonic
(159900);
Parkinsonism-
dystonia, infantile
(613315); Dystonia,

dona-resnonsive

Next-Generation
sequencing

3/26/2025

Dystonia/Parkinson Panel [T402]

1096

Lavender Top (EDTA)

GeneDx (www.genedx.com)

Next-Generation
sequencing

20-Feb-25
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58

Early-Onset Epileptic
Encephalopathy Panel

ACY1, ADGRV1, ADSL,
ALDH7AL, ALG13,
ARFGEF2, ARHGEF15,
ARHGEF9, ARX, ATP1A2,
ATP6AP2, AUH, BCKDK,
CACNAI1A, CACNA2D2,
CACNB4, CDKLS5, CHD?2,
CHRNAZ2, CHRNA4,
CHRNA7, CHRNB2,
CLCN4, CLN3, CLNS5,
CLNG6, CLN8, CNTNAP2,
CPAG, CSTB, CTSD, CTSF,
DEPDC5, DNAJC5, DNM1,
DYNC1H1, DYRKI1A,
EEF1A2, EFHC1, EPM2A,
FARS2, FOLR1, FOXG1,
GABRA1, GABRB2,
GABRB3, GABRD,
GABRG2, GAMT, GATM,
GNAO1, GOSR2, GRINL,
GRIN2A, GRIN2B, HCN1,
HCN2, HNRNPU, IQSEC2,
KANSL1, KCNB1, KCNH2,
KCNH5, KCNJ10, KCNQZ2,
KCNQ3, KCNT1, KCTD7,
KPNA7, LGI1, LIAS,
MAGI2, MBD5, MECP2,
MEF2C, MFSD8, MTOR,
NEDDAL, NHLRC1,
NR2F1, NRXN1, PCDH19,
PIGA, PIGO, PIGV,
PLCB1, PNKP, PNPO,
POLG, PPT1, PRICKLEL,
PRRT2, QARS, RBFOXI,
RBFOX3, ROGDI

Lavender Top (2 x 4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)
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ADAMTS2, ATP7A,
CHST14, COL1A1, NextGen
Ehlers-Danlos Syndrome Panel COL1A2, COL3A1, Blueprint Genetics .
[CA0101] 575 COL5AL, COL5A2, Lavender Top (EDTA) http://blueprintgenetics.com/ SequenDchg, Del 1-Feb-24
DSE, FKBP14, FLNA, up
PLOD1, SLC39A13
Encephalopathy, Autoimmune L C I b Requires special
. ' CSF minimum 3 cc (www.mayomedicallaboratori | IFA, RIA, CBA, WB - 9-Aug-22
Evaluation [ENCES CSF] permission
es.com)
Encephalopathy, Autoimmune Mayo Clinical L_aboratorles . Requires special
. ' Red top, 7-10 cc of blood (www.mayomedicallaboratori | IFA, RIA, CBA, WB L 9-Aug-22
Evaluation [ENCES serum] permission
es.com)
1. single exon
testing 2. full gene
Epidermolysis bullosa (226600) Centogene AG

COL7AL (120120)

Lavender Top (EDTA)

(www.centogene.com)

sequencing 3.
deletion/duplicatio
n testing
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Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Essential Epilepsey Panel

356

ACY1, ADSL, ALDH7AL,
ALG13, ARHGEF9, ARX,
CDKL5, CHD2, CHRNA2,
CHRNA4, CHRNB2,
CNTNAP2, DEPDCS,
DNM1, FOLR1, FOXG1,
GABRAL, GABRB3,
GABRG2, GAMT, GNAOL,
GRIN2A, GRIN2B, HCN1,
HNRNPU, KCNA2,
KCNB1, KCNQ2, KCNQ3,
KCNT1, LGI1, MAPK10,
MBD5, MECP2, MEF2C,
NRXN1, PCDH19, PLCB1,
PNKP, PNPO, POLG,
PRRT2, RNASEH2A,
RNASEH2B, RNASEH2C,
ROGDI, SAMHD1, SCN1A,
SCN1B, SCN2A, SCN8A,
SCN9A, SIK1, SLC19A3,
SLC25A22, SLC2AL1,
SLC35A2, SLCIAS,
SPTAN1, ST3GALS,
ST3GALS5, STXBP1,
SYNGAP1, SZT2,
TBC1D24, TCF4, TREX1,
TSC1, TSC2, UBE3A, ZEB2

Lavender Top (2 x 4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)

3/26/2025

Estrone, Serum [E1]

F-Actin Ab, IgG, Serum [FACT]

1465

1969

Red Top Only. Store at -20°C
for up to 28 days.

Serum (Gold or Red Top).
Stable for 21 days at 4°C
(preferred) or -20°C.

Mayo Clinical Laboratories
(Www.mayomedicallaboratori

€s.com)

Mayo Clinical Laboratories
(www.mayomedicallaboratori
€s.com)

disorders of sex
steroid metabolism

LC-MS

ELISA

21-Nov-22

17-Aug-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Cincinnati Children’s
0.5 mL red top serum- spun, Hospital Medical Center
Factor B separated, frozen within 2 hrs | 3333 Burnet Avenue NRB 15-Nov-17

Familial Hemophagocytic
Lymphohistiocytosis (FHL),
Autosomal Recessive; type 2

(603553), type 3 (608898), type 4
(603552) and type 5 (613101)

PRF1 (170280);
UNC13D (MUNC13-4)
(608897); STXBP2
(601717); RAB27A
(603868); STX11
(605014)

of collection; ship on dry ice

Lavender Top (EDTA)

1042 Cincinnati, OH 45229
(wwwe.cincinnatichildrens.org)

Cinncinatti Children's
Hospital (Division of Human
Genetics Diagnostic
Laboratories)

PRF1 and STX11
also at: Hospital for
Sick Children

Auvailable at Fulgent for $1110

Prevention Genetics

Next-Generation

Familial Hypocalciuric - .
Hypercalcemia (FHH) Panel [10125] 805 AP2S1, CASR, GNA11 Lavender Top (EDTA) (www.preventl;)ngenetlcs.com sequencing 10-Jul-23
S . . Prevention Genetics Myasthenia, Limb-
e leb Elel B ML 626 DOKT?7 (610285) Lavender Top (EDTA) (www.preventiongenetics.com|  Girdle, Familial Available at MNG 10-Jul-23
Syndrome via DOK7 Gene [7629]
) (254300)
Farmer's Lung IgG Antibodies, . M. faeni IgG Ab; T.
Serum [FLGAB] 1465 Serum (2 mL). Store frozen. In-Common Laboratories vulgaris oG Ab FEIA 10-Mar-20
m'i:r?irn?urr?qng?? C(()élg(:;?r;; q Mayo Clinical Laboratories Nuclear Magnetic
Fat, Feces [FATF] 1465 g (www.mayomedicallaboratori Resonance (NMR) 3-Aug-22

entire collection) is required.
Store frozen.

es.com)

Spectroscopy
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HGNC Gene Symbol

Proper test name or Associated
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ACAD9, ACADL,
ACADM, ACADS,
ACADVL, CPT1A, ) .
CPT1B, CPT2, ETFA, ':g?:e;f Ef;;yngr‘]’f;
. I - ETFB, ETFDH, GLUD1, . L.
s Dy | gy | o orA | v Topnemy | oo | (oo | e
HADHB, HMGCL, gentdiag ' Y e quencing
HMGCS2, HSD17B10, (%oggme)y
LPIN1, SLC22A5,
SLC25A20, TAZ
Fatty Acid Oxidation Syndrome Blueprint Genetics Next-Generation
Panel [ME1701] 1320 Lavender Top (2 x 4 mL) http://blueprintgenetics.com/ sequencing 29-Feb-20
Molecular Otolaryngology &
Renal Research Laboratory, | Hemolytic uremic
FH Autoantibody Testing 64 Panel requires at least 2ml U. of lowa Car_v_er College of syndrorr?e,_ gtyplcal, ELSIA and other 1-Mar-25
frozen serum. Medicine susceptibility to, 5 assays
(www.medicine.uiowa.edu/mo (612925)
rl)
fumarate hydratase;
fumarase deficiency.
FH Gene Sequencing & Del/Dupl Includes: Hereditary | Sanger sequencing .
[713] 1034 FH (136850) Lavender Top (EDTA) GeneDx (www.genedx.com) Leiomyomatosis and and del/dupl 19-Jan-23
Renal cell Cancer
(HLRCC) (150800)
. . i L . Fibrodysplasia ACVRL1 point
F'b:%d¥:§;?5;a(izzigg;s ACVRL (102576) Lavender Top (EDTA) U”"éir;gg’l ‘;ffi‘jlzgi\{i'::”'a ossificans mutation C617 G-
prog progressiva (135100) A
Lavender Top (EDTA). Bone Dept(?r:nce:ri:Zsl‘.cz:naobrz:eatory Reminder: Mark Urgent on
FLT3/NPM1 1395 marrow. Stable 24-48 h at RT . . ) RNA - viark LTg 10-May-22
Diagnostics. Toronto General Requisition
after draw. Do not freeze. .
Hospital.
Serum: Collect sample in Red LI
Fluconazole, Serum or Plasma top tube Chromatography/T
! 1118 . P . NMS Laboratories andem Mass 9-Jun-22
[2089SP] Plasma: Collect sample in Spectrometry
Lavender top tube (EDTA) (LCIMS/MS)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Serum Liquid
. L DI Sz G2 rgd-top Mayo Clinical Laboratories Chromatography/T
Fluphenazine (Prolixin), Serum tube(s), serum gel tube is not - .
929 . (www.mayomedicallaboratori Modecate andem Mass 26-Jan-20
[PROLX] acceptable. Spin down and
send 3 mL of serum CEEIT) LBl G0
. . L (LC/MS/MS)
refrigerated in a plastic vial.
Collect blood in a plasma
EDTA tube (Purple
Focused Cytokine, Chemokine Vacutainer) or in a serum Mitogen Advanced
Growth Factor 15-plex 1523 collection tube (Gold (SST) or Diagnostics ALBIA 6-Jan-26
Red Vacutainer). Store at -
20*C. Stable 1 yr at -80°C.
CYP1A2, CYP2C9,
CYP2C19, CYP2D, Mayo Clinical Laboratories
Focused Pharmacogenomics Panel 1582 CYP3A4, CYP3A5, Lavender Top (EDTA); Saliva; (www.mayomedicallaboratori TagMan 24-Jan-25

[PGXFP]

FSHD - Detection of Abnormal
Alleles with Interpretation (FSHD1
and FSHD2)

102

SLCO1B1, VKORC1,
CYP4F2, and rs12777823

DUX4 (D4Z4) (606009);
SMCHD1 (614982)

DNA

Lavender Top (EDTA).
Rejection: Specimens collected
more than 5 days before receipt

by the laboratory.

es.com)

University of lowa
Diagnostic Laboratories
(http://www.healthcare.uiowa.
edu/path_handbook/rhandboo
k/test127.html)

FACIOSCAPULOH
UMERAL
MUSCULAR
DYSTROPHY 1
(158900);
Facioscapulohumeral
Muscular Dystrophy
2 (158901)

Southern blot,
4gA.4qVhaplotypi
ng; methylation;
SMCHD1
sequencing

13-May-19
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
transport tube without Colorimetric
interfering levels of (1—3)-f- Fungitell® assay
D-Glucan. Most sterile . utilizing a (1—3)- No longer performed in
FUNGITEL BETA-D -Glucan 489 polypropylene DNAase and MiraVista Diagnostics Elevated in fungal B-D-Glucan - province. AH-612 must be 8-Sep-22
Colorimetric Assay [317] infection e . .
RNAse free tubes are specific Limulus approved by Microbiology.
acceptable. Amebocyte Lysate
CSF: Submit CSF in a sterile (LAL)
screw cap container.
STABILITY Room
Temperature: Not acceptable.
Refrigerated: 5 days
Frozen: Indefinitely
Collect 3-5 mL blood in a Replaced by: 1,3-
serum separator gel tube (SST). | Mayo Clinical Laboratories Beta-D-Glucan
Fungitell, Serum [FUNGS] 489 Centrifuge specimen within 2 | (www.mayomedicallaboratori (Fungitell), Serum 20-Jan-20
hours. Ship serum gel tube es.com)
frozen
Gabapentin [GABA] 107 Red Top. Store and send frozen.| In-Common Laboratories LC/UV 6-Sep-18
Galactose-alpha-1,3-galactose Collect RED or GOLD SST. Mayo Clinical Laboratories Phadia
' 1761 Store at 4°C for 14 days or at - | (www.mayomedicallaboratori | Phadia ImmunoCAP Available at ICL $120 9-May-23
(Alpha-Gal) IgE [ALGAL] ImmunoCAP
20°C (90 days). es.com)
Anti GM1 1gG, Anti
GM2 IgG, Anti GM3
1gG, Anti GD1a IgG,
. — . Anti GD1b IgG, Anti Serum (Red Top); Plasma . .
Gangllc;] SS es'i ?:L:O[(ge::; cr;olcllg]lgG 32 GT1b IgG, Anti GQ1b (EDTA, Heparin, Citrate). In-Common Laboratories Egsgggpgge RepIacele\i/“I:‘:;)S:rI;g?illjgolog|cal 9-Mar-23
' 1gG, Anti GM1 IgM, Anti Stable 14 d. Store frozen.
GM2 IgM, Anti GM3
IgM, Anti GD1a IgM,
Anti GD1b
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GBA1/GBA GENE [479]

)

Neuronopathic
Gaucher's Disease
(230900); Gaucher
Disease, Type llic

(231005)

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Charcot-Marie-
. Tooth disease, type
. MNG Laboratories
GARS Full Gene Sequencing . . 2D (601427); .
Analysis [MOL167] GARS (600287) Lavender Top (EDTA) (www.medicalneurogenetics.c et i Sanger sequencing 9-May-20
om)/Dynacare .
hereditary motor,
type V (600794)
Gaucher's Disease,
Molecular Genetics Type 1 (230800);
Laboratory, Hospital for Sick | Gaucher Disease, . .
. . Direct mutation
Children Perinatal Lethal analysis (9
Gaucher Dlsea_se (recurrent GBA (606463) Lavender Top (EDTA) (WWW.Slckkld_s.(_:a/Paedlatrch__ (608013); Subaf:ute mutations);AKJ
mutations) aboratoryMedicine/Laboratori Neuronopathic L
. o 90% sensitivity;
es-Services/Molecular- Gaucher's Disease others 50-60%
Genetics- (230900); Gaucher °
Laboratory/index.html) Disease, Type llic
(231005)
Gaucher's Disease,
Type 1 (230800);
Gaucher Disease,
Prevention Genetics Perinatal Lethal
GAUCHER DISEASE VIA THE 464 GBA (606463) Lavender Top (EDTA) (www.preventiongenetics.com (608013); Subacute Sanger sequencing 4-Jan-24

Gene dosage for FGFR2, FGFR3 &
TWIST

FGFR2 (176943); FGFR3
(134934); TWIST1
(601622)

Lavender Top (EDTA)

Molecular Genetics
Laboratory, Hospital for Sick
Children
(www.sickkids.ca/PaediatricL
aboratoryMedicine/Laboratori
es-Services/Molecular-
Genetics-
Laboratory/index.html)

Craniosynostosis

del/dupl

To be verified.

Genetic Eye Disease Panel for
Strabismus (Gedi-S)

ROBO3, PHOX2A,
HOXA1, SALL4, CHN1,
TUBBS3, KIF21A,
HOXB1

Lavender Top (EDTA) 2-5 cc

Ocular genomics
(https://oculargenomics.meei.h
arvard.edu/index.php/gdt)

Strabismus

NextGen
Sequencing

To be verified.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
CFH (134370), CFI .
(@R, 1ICP micrt(r)]a:ﬁg;zggfhies
(120920), CFB (138470), Molecular Otolaryngology & Hemolytic Uremic.
CFHR5 (608593), C3 Renfal Research Labollrlatory,f Y 5
. 120700), THBD U. of lowa Carver College o ! . Next-Generation
Genetic Renal Panel 1285 (1853040), A?DAMTSB Lavender Top (EDTA) Medicine Htasmoéytlc Urer;uc sequencing; MLPA 1-Mar-25
(604134), DGKE (www.medicine.uiowa.edu/mo ')Frr]wcr)(r)nnt]:)tai:
(601440), PLG (173350); rl) .
CFHR3-CFHR1 Thrombocytopenic
(605336/134371) Purpura
Collect 10mL blood in special
ISI GI Preservative tube
yielding special Gl plasma and
separate in refrigerated
Ghrelin 1465 centrifuge as soon as possible. InterScience Institute EIA/ELISA 8-Dec-22
Transfer 3-5mL immediately
into non-glass shipping vial.
Minimum specimen size is
ImL. Freeze specimen at -20°C.
diagnosis of Gilbert
(143500) or Crigler-
Gilbert Syndrome (UGT1A1) Fulgent Genetics Najjar syndromes .
Single Gene Test 1340 UGT1AL (191740) Lavender Top (EDTA) (fulgentdiagnostics.com) (218800 and Sanger sequencing 3/26/2025
606785); irinotecan
& others sensitivity
Molecular Genetics
Laboratory, Hospital for Sick
Children
Lavender top (EDTA); Store at L o .
GLA gene dosage 469 GLA (300644) RT or 4°C fif up to 4)18 h after | (WWW-sickkids.ca/Paediatricl | - Fabry Disease MLPA To be verified.
drawing. At 4°C for >48 . aboratoryMed|C|ne/Laborator| (301500)
es-Services/Molecular-
Genetics-
Laboratory/index.html)

G:\1Lab Send Out List_Revised JAN 20 2026 POST



1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Molecular Genetics
Laboratory, Hospital for Sick
Lavender top (EDTA); Store at (Www sicki?oll!sd(:?PaediatricL Fabry Disease
GLA gene sequencing 469 GLA (300644) RT or 4°C for up to 48 h after ' S . Sanger sequencing To be verified.
drawing. At 4°C for >48 h. aboratoryMed|cme/Laborator| (301500)
es-Services/Molecular-
Genetics-
Laboratory/index.html)
Collection Container/Tube:
Lavender top (EDTA)
Submission Container/Tube:
Plastic vial
Specimen Volume: 2 mL
Collection Instructions:
1. Fasting.
2. Prechill tube at 4 degrees C
before drawing the specimen.
3. Draw the prechilled tube, Mayo Clinical Laboratories
Glucagon, Plasma [GLP] 110 and process as follows: (www.mayomedicallaboratori RIA 17-Mar-20
a. After drawing specimen, es.com)
chill tube in wet ice for 10
minutes.
b. Centrifuge in a refrigerated
centrifuge or in chilled
centrifuge cup.
c. Immediately after
centrifugation, remove plasma,
place in a plastic transport vial
(Supply T465), and freeze.
GLUCOSE TRANSPORTER BC Children’s Hospital & BC Sanger sequencing
TYPE 1 DEFICIENCY SLC2A1 (138140) Lavender Top (EDTA) Women’s Hospital, Canada & reflex MLPA 19-Oct-17
SYNDROME (06777) (http://www.genebc.ca)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
GLUCOSE-6-PHOSPHATE Prevention Genetics
DEHYDROGENASE . . Hemolytic anemia .
DEEICIENCY VIA THE G6PD G6PD (305900) Lavender Top (EDTA) (www.preventl;)ngenetlcs.com due to GGPD Sanger sequencing 10-Jul-23
GENE [7657] deficiency (300908)
GLUT1 Deficiency Syndrome Fulgent Genetics NextGen
(SLC2AL1 Single Gene Test) 262 SLC2AL (138140) Lavender Top (EDTA) [2 tubes] (fulgentdiagnostics.com) Sequencing 8/26/2025
NOT AVAILABLE: Wash U,
Glutamate Receptor R1 Mayo, Oxford 21-Apr-17
. Serum. Red Top Only. Store Mayo Clinical Laboratories . -
Glycine Receptor Alphal IgG, Cell 938 frozen. Stable for 28 days at | (www.mayomedicallaboratori live cell binding 7-Mar-24

Binding Assay, Serum [GLYCS]

68

4°C and 28 days at -20°C.

€s.com)

assay

G:\1Lab Send Out List_Revised JAN 20 2026 POST




1Lab Send Out List_Revised JAN 20 2026 POST

69

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
GIycogen Storage
Disease Type Il
AGL 610860 (232400); Glycogen
ALDOA 103850 Storage Disease
ALDOB 612724 Type 1A (232200);
ENO3 131370 Glycogen Storage
G6PC 613742 Disease Type Il
GAA 606800 (232300); Glycogen
GBEL1 607839 Storage Disease
GYG1 603942 Type IV (232500);
GYS1 138570 Glycogen Storage
GYS2 138571 Disease Type 0
LAMP2 309060 (240600); Glycogen
LDHA 150000 Storage Disease Next Generation
Glycogen Storage Disease and PC 608786 . . Type VII (232800); .
. . Prevention Genetics Sequencing (NGS)
Disorders of Glucose Metabolism 476 PCK1 614168 Lavender Top (EDTA) (www.preventiongenetics.com Glycogen Storage and Sanger 10-Jul-23
Sequencing Panel with CNV PCK2 614095 ’ ) ' Disease Type I1Xd —— -
Detection [10385] PFKM 610681 (300559); Glycogen technologies
PGAM2 612931 Storage Disease
PGM1 171900 Type IXal (306000);
PHKA1 311870 Glycogen Storage
PHKA2 300798 Disease Type IX
PHKB 172490 (261750); Glycogen
PHKG2 172471 Storage Disease
PRKAG2 602743 Type IXc (613027);
PYGL 613741 Glycogen Storage
PYGM 608455 Disease Type VI
SLC16A1 600682 (232700); Glycogen
SLC2A2 138160 Storage Disease
SLC37A4 602671 Type V (232600);
Glycogen Storage
Disease Tvne Ih
GLYCOGEN STORAGE Prevention Genetics Glycogen Storage
DISEASE TYPE Il VIA THE AGL 476 AGL (610680) Lavender Top (EDTA) (www.preventiongenetics.com| Disease Type IlI Sanger sequencing 10-Jul-23
GENE [9349] ) (GSDIII) (232400)
GLYCOGEN STORAGE Prevention Genetics Glycogen Storage
DISEASE TYPE IV VIA THE 476 GBEL1 (607893) Lavender Top (EDTA) (www.preventiongenetics.com| Disease Type IV | Sanger sequencing 10-Jul-23
GBE1 GENE [5431] (232500)
Goose Feather (e70) IgE, Serum 1419 Gold SST _ 7-Oct-19
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Granulocyte Antibody Screen Red Top ONLY. SST are NOT | Mayo Clinical Laboratories
y ' 1836 acceaptable. Store at 4°C 30 d. | (www.mayomedicallaboratori | Includes neutrophils | Flow cytometry 3-Oct-25
Serum [LAGGN]
Store frozen 1 yr. €s.COM)
Granulocyte Monocyte - Colony Plasma EDTA. Draw & place | Mayo Clinical Laboratories bead-based
Stimulating Factor, Plasma 1465 on ice. Freeze with 2 h. Stable | (www.mayomedicallaboratori multiplex 28-Jan-25
[GMCSF] 21 days frozen. €s.coM) immunoassay
. Mayo Clinical Laboratories Hyperoxaluria, .
Sl e [ BRI GRHPR (604296) Lavender top (EDTA) (Wwww.mayomedicallaboratori |  primary, type Il Sanger sequencing
[GRHMS] and. MLPA
es.com) (296000)
3 ml serum (Red or Gold Top)
or EDTA plasma should be
Growth Hormone Releasing collecte_d and separated as soon _ _
as possible. Freeze the plasma InterScience Institute 19-Jan-23
Hormone (GH-RH) . . .
immediately after separation.
Minimum specimen size is 1
ml.
Haloperidol, Serum,/Plasma 115 Red Top or Li heparin (light In-Common Laboratories LC-MS 9-Sep-21
Green Top)
Molecular Genetics
Laboratory, Hospital for Sick
Children 1. EYAL gene
Hearing Loss: Branchio-Oto-Renal (www.sickkids.ca/PaediatricL sequencing 2. -
(BOR) Syndrome (115630) EYAL (601653) Lavender Top (EDTA) aboratoryMedicine/Laboratori EYAL gene To be verified.
es-Services/Molecular- dossage
Genetics-
Laboratory/index.html)
Molecular Genetics
Laboratory, Hospltal for Sick 1 GIB2
Children sequencing and
Hearing Loss:.Non—Syndromlc GJB2 (121011); GJB6 Lavender Top (EDTA) (www.S|ckk|d§.(.:a/Paed|atr|cI_. GIB6 deletion 2. To be verified.
(Connexin 26 & 30) (604418) aboratoryMedicine/Laboratori .
. GJB2 sequencing
es-Services/Molecular-
. only
Genetics-

Laboratory/index.html)
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Mutations [HEMP]

(606425), EPAS1
(HIF2A) (603349)

es.com)

Erythrocytosis,
familial, 3 (609820);
Erythrocytosis,
familial, 4 (611783)

EPAS1: 603349,
As reflex VHL:
608537

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
HIT Confirmatory
1) RED TOP. 4 mL. Draw Test (Serotonin
blood into red-top vacutainer Platelet Immunology Release Assay;
Heparin Induced Thrombocytopenia and allow to clot. Centrifuge SRA) $500; HIT
- 116 Laboratory, McMaster - 24-Aug-23
Testing [HIT] and transfer serum to two University Screen test (Anti-
plastic tube. 2) Freeze PF4/heparin EIA)
promptly. Ship frozen $200; SRA & EIA
$500
. . Panel I: SERPING1, F12
Hereditary Angioedema Gene Panel - ' .
I; Hereditary Angioedema Panel 1505 KN.Gl’ ANGPTL; Panel Lavender Top (EDTA) VIRANT Diagnostics Next-Generatlon 27-Nov-25
Gene Panel II II: SERPING1, PLG, sequencing
MYOF, HS3ST6
COL4A1, COL4A2,
. COLGALTZ, CTC1, .
Heredg?gé/a(s.‘,:rpeabrzz: [Ssrgig 1\]/ e 1582 CTSA, FOXC1, GLA, Lavender Top (EDTA) Invitae/Dynacare Nez;iir;i:igon Replaces Preven Genetics panel | 8-Apr-25
HTRA1, NOTCHS3,
TREX1
HEREDITARY DIFFUSE Prevention Genetics
GASTRIC CANCER (137215) VIA CDH1 (192090) Lavender Top (EDTA) (www.preventiongenetics.com 10-Jul-23
THE CDH1 GENE [7393] )
Erythrocytosis, Sanger
EPOR (133171), VHL farg:'a:]'riéliiilfo)' sequencing. Panel:
Hereditary Erythrocytosis (608537), Mayo Clinical Laboratories famil?letl 5 (?634(;0)' EPOR: 133171,
1582 EGLN1(PHD2) Lavender Top (EDTA) (www.mayomedicallaboratori ‘ " | EGLN1: 606425, 20-Oct-20

71

G:\1Lab Send Out List_Revised JAN 20 2026 POST




1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Hemochromatosis
Type 5 (615517);
Hyperferritinemia
Cataract Syndrome
(600886);
FTH1 (134770); FTL I_—I!emeozh(rgonggtg;)l.s
HEREDITARY (134790); HAMP Prevention Genetics Hzrﬁlochmmatosi’s Next.Generation
HEMOCHROMATOSIS PANEL 1655 (606464); HFE (613609); Lavender Top (EDTA) (www.preventiongenetics.com Type 2 (602390): sequencing 10-Jul-23
[10243] HJV (608374); SLC40A1 ) Hemochromatosi;
(60463); TFR2 (604720) Type 2B (613313):
Hemochromatosis
Type 3 (604250);
Hemochromatosis
Type 1 (235200)
Telangiectasia,
hereditary
hemorrhagic, type 1
(187300) (OSLER-
EPHBA4, GDF2, Prevention Genetics DTSEI;\IADSLIJE)\'/'\I{EIE:gRieC
Hereditary Hemorrhagic 242 RASALENG (131195), Lavender Top (EDTA) (www.preventiongenetics.com| tasia her’editary Sanger sequencing 10-Sep-24
Telangiectasia (HHT) Panel [10131] ACVRL1 (601284), ' ' L and MLPA
SMAD4 (600993) ) hemorrhagic, type 2
(600376); Juvenile
polyposis/hereditary
hemorrhagic
telangiectasia
syndrome (175050)
Hereditary Hemorrhagic ENC(BA(Ef(lll)S)(Z)O 1A2(8:>1;RL1
Telangiectasia and Vascular 242 ' Lavender Top (EDTA) Invitae (www.invitae.com) 23-Jan-24
Malforfmations Panel [02352] SMAD4 (600993)
EPHB4 GDF2
Hereditary Melanoma and Skin Blueprint Genetics NextGen
Cancer Panel [ON0501] 243 LRTAEET U (ERE) http://blueprintgenetics.com/ Sequencing 16-Sep-25
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail
Number Number
AARS, ATL1, ATP7A,
BSCL2, DNAJB2,
DNM2, DNMTL,
DYNC1H1, EGR2,
FAM134B, FGD4, FIG4,
GAN, GARS,
GDAP1, GJB1, GLA,
HINT1, HSPB1, HSPBS,
IGHMBP2, IKBKAP,
INF2,
KIF1A, KIF5A, LITAF,

Hereditary Neuropathy Sequencin AR, EREZAG,
"y pathy 5eq g 656 MFN2, MPZ, MTMR2, Lavender Top (EDTA) GeneDx NGS
& Del/Dup Panel [737] NDRG1

NEFL, NGF, NTRK1,
PLEKHGS5, PMP22,
PRPS1, PRX, RABTA,
REEP1
(C20RF23), SBF2,
SCNYA, SH3TC2?,
SLC12A6, SLC52A2,
SPTLC1, SPTLC2,
TFG, TRPV4, TTR,
WNKT1 (exon 10 only),
YARS

Method Special Comment Updated

31-May-22
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ALDH18A1
ATL1
BSCL2
Cloorf2 Molecular Genetics
HSPD1 Laboratory, Hospital for Sick
KIAA0196 -
Hereditary Spastic Paraplegia: KIFSA (Www sicki?c;Ld(:?PaediatricL NextGen Price of individual genes: $500
Autosomal Dominant [HSP-Panel 1] 657 ':gLAé Lavender Top (EDTA) aboratoryMedicine/Laboratori Sequencing (seq) + 500$ (del/dupl) 21-Aug-19
es-Services/Molecular-
POLG2 Genetics-
e Laboratory/index.html)
SPAST
RTN2
SLC33A1
SETX
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated

Number Number
ALCDHISAT

ALS2
AP4B1
AP4E1
AP4AM1
AP4S1
AP5Z1
C10orf2
C12orf65
C190rf12
CYP2U1
CYP7B1

DDHD1 Molecular Genetics
DDHD?2 Laboratory, Hospital for Sick
ENTPD1 Children
Hereditary Spastic Paraplegia: ERLIN1 (www.sickkids.ca/PaediatricL NextGen Price of individual genes: $500
Autosomal Recessive [HSP-Panel 2] 657 ERLIN2 Lavender Top (EDTA) aboratoryMedicine/Laboratori Sequencing (seq) + 500% (del/dupl)
FA2H es-Services/Molecular-
GBA2 Genetics-
GJCc2 Laboratory/index.html)
KIF1A
KIF1C
NT5C2
PGAP1
PNPLAG6
POLG
SACS
SPG11
SPG20
SPG21

SPG7
TECPR?

21-Aug-19
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Hereditary Spastic Paraplegia:
Comprehensive Testing [HSP-
COMP]

657

ALCDHISAT
ATL1
BSCL2
C10o0rf2
HSPD1
KIAA0196
KIF5A
NIPA1
POLG
POLG2
REEP1
SPAST
RTN2
SLC33A1
SETX
ALS2
AP4B1
AP4E1
AP4M1
AP4S1
AP5Z1
C10o0rf2
C12orf65
C19orf12
CYP2U1
CYP7B1
DDHD1
DDHD?2
ENTPD1
ERLIN1

ERLIN2
EA2H

Lavender Top (EDTA)

Molecular Genetics

Laboratory, Hospital for Sick

Children

(www.sickkids.ca/PaediatricL
aboratoryMedicine/Laboratori

es-Services/Molecular-
Genetics-
Laboratory/index.html)

NextGen
Sequencing

Price of individual genes: $500

(seq) + 500% (del/dupl)

21-Aug-19
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Molecular Genetics Deletion &
Laboratory, Hospital for Sick Duplication
Hereditary Spastic Paraplegia: (Wwww. sicki?oll!sd(:?PaediatricL ta;rzlgtselcsi kr:wyifr);(;rr]ray
Deletion & Duplication Analysis 657 Lavender Top (EDTA) ) - 21-Aug-19
aboratoryMedicine/Laboratori
[HSP-DOSAGE] .
es-Services/Molecular-
Genetics-
Laboratory/index.html)
CVR2B, CCDC39,
CCDCA40, CFC1,
DNAAF1, DNAAF2,
. DNAAF3, DNAH11, .
Heterotaxy a"dsa:;fl Inversus NGS 385 DNAHS, DNAIL, Lavender Top (2 x 4 mL) (fu|g:r:?§?;gi§2t?}:ﬁom) S':;:;ﬁ;’;g 3/26/2025
DNAI2, DNAL1,
FOXH1, GDF1, INVS,
LEFTY2, NKX2-5,
NMES8, NODAL, ZIC3
4 mL urine from a 24-hour
collection containing 10 mL
6N HCI; Altenate: No
presevative. Specimen Stability:
Room temperature: 48 hours,
Refrigerated: 14 days, Mayo Clinical Laboratories
Histamine, 24-Hour Urine [FH24U] 117 Frozen: 14 days. Patient should | (www.mayomedicallaboratori carcinoid Immunoassay 13-Jul-21
refrain from taking allergy es.com)
causing drugs, antihistamines,
oral corticosteroids, and
substances which block H2
receptors for at least 24 hours
prior to specimen collection.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Draw 3 mL blood in a lavender-
top (EDTA) tube(s). Cool
immediately on ice. Centrifuge
at 1500 rpm for 10 minutes at 4
degrees C. The centrifugation | Mayo Clinical Laboratories
Histamine, Plasma [FHSPL] 117 should be performed within 20 | (www.mayomedicallaboratori EIA 1-May-24

minutes of collection. Carefully es.com)
remove 1 mL of EDTA plasma
from the upper part of the tube.
Freeze and send frozen in a
plastic vial.

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
396 plastic screw cap vial. MiraVista Diagnostics Reserved for Microbiology 8-Sep-22
CSF: Sterile transport
tube.STABILITY Room

Histoplasma Antibody IgG, IgM,
EIA [326]

Temperature: 14 days
Refrigerated: 14 days
Frozen: 14 days
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Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Histoplasma Antigen Quantitative
EIA [310}

396

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
Plasma: Collect plasma
specimens in an EDTA,
heparin or sodium citrate tube.
Centrifuge for 15 minutes and
pipette plasma into a plastic
screw cap vial.
Urine/CSF/BAL/Other Body
Fluid: Submit urine, CSF, BAL
and all other body fluids in a
sterile screw cap container.
STABILITY Room
Temperature: 2 weeks
Refrigerated: 2 weeks
Frozen: Indefinitely

MiraVista Diagnostics

Reserved for Microbiology

8-Sep-22

Histplasma Antibody by
Immunodiffusion [321]

Hydroxychloroquine, Serum

396

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
STABILITY Refrigerated: 14

days
Frozen: 6 months

MiraVista Diagnostics

Reserved for Microbiology

8-Sep-22

[HCHQ]

1689

Red Top PREFERRED. Store

at -20°C (stable 28 d).

In Common Laboratories

LC-MS/MS

25-Nov-25
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Test Detail Method Special Comment Updated

HGNC Gene Symbol

and OMIM Gene Handling Conditions Test Site
Number

Hyper-IgE recurrent
infection syndrome
{147060); Hyper-
e
Hyper IgE Syndrome Panel [10169] 1258 STAT3 (102582), TYK2 Lavender Top (EDTA) (www.preventiongenetics.com autosomal recessive Next-ggn 10-Jul-23
(176941) ) (243700); Netherton |~ Scauencing
syndrome (256500);
Tyrosine kinase 2
deficiency (611521)

Proper test name or Associated
Disease with MIM Phenotype MSSS Test Code
Number

Hyperinsulinemic
Hypoglycemia,
Familial 3 (602485);
Prevention Genetics D“?:;L;:ggn;ﬁz
Lavender Top (EDTA) (www.preventl;)ngenetlcs.com Young, Type 2 Sanger sequencing 10-Jul-23
(125851); Permanent
Neonatal Diabetes
Mellitus (606176)

Hyperglycemia and Hypoglycemia
via the GCK Gene [8427] GCK (138079)

First trimester screen
To be verified.

Quest Laboratories for Down syndrome
and trisomy 18

Gold SST

Hyperglycosylated hCG
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ACADM 607008 3-Hydroxy-3-Methylglutaryl-CoA
L Defici AR 246450
ACADVL 609575 Alphy:-sl\e/letfe]ylgéeentcoﬁcetic Aciduria
ACAT1 607809 Combiﬁ; Zl\izrosn?c And
ACSF3 614245 Methylmalonig Acid_uria AR 614265
AG L 610860 Gl Colngt]'enmfll DIS(I){(fI;EgMQZl
ALDOB 612724 g;:sgn?-gincyke?g;ndmme AR
227810
CA5A 114761 Fructose-Biphosphatase Deficiency
DG UO K 60 1465 Galactt:§m2i§9A7I20230400
ETFA 608053 Glycogen Storage Disease 0, Liver
ETFB 130410 AR 240600
Glycogen Storage Disease Type la
ETFDH 231675 AR 232200
FBP1 611570 Glycogen St::gZZZDZiszzase Type Ib
G6PC 613742 Glycogen Storage Disease Type Ic
AR 232240
thTg ggj?ig Prevention Genetics Glycogen Storage B sease Type Il NG
Hypoglycemia Panel [12057] 433 GYS?2 138571 Lavender Top (EDTA) (www.preventiongenetics.com Glycoge& zo;(aﬁe3 gé;%age Type SR 25-Feb-25
HADH 601609 ) Glycogen Storage Disease Type IXc
AR 613027
HMGCL 613898 Glycogen Storage Disease Type VI
AR 232700
HMGCS2 600234 Glycogen Storage DiseaseType IXb
AR 261750
|\I<I/|I;T/C]-7D 1630769766(;1- Hereditary Fructose Intolerance AR
229600
NNT 607878 Malonyl-CoA Decarboxylase
Deficiency AR 248360
OXCT1 601424 Monocarboxylate Transporter 1
Defici AD,AR 616095
PEEE%?ZELZS ePII:(IJes':J?;enolpyruvate
Carboxykinase Deficiency,
PCK2 614095 Cytosolic AR 261680y
Phosphoenol t
PGML 171900 S
Mitochondrial AR 261650
PHKAZ2 300798 Pyruvate Carboxylase Deficiency
PHKB 172490 Succinyf(:Roieg:ll:zSOacetate
PHKG2 172471 Transferase Deficiency AR 245050
Hypomyelinating leukodystrophy 7 .
POLR3A (614258); Fulgent Genetics NextGen
and 8 (4H sygf;gr;f), 607694 and 964 POLR3B (614366) Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) Sequencing 3/26/2025
HYPOMYELINATION AND Prevention Genetics Hypomyelination
SIS PSR IS atolt FAM126A (610531) Lavender Top (EDTA) (www.preventiongenetics.com| And Congenital Sanger sequencing 10-Jul-23

(HCC) VIA THE
HYCC1/FAM126A GENE [11317]

)

Cataract (610532)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Adult
Hypophosphatasia
L Prevention Genetics (146300); Childhood
Hypophosphatasia via the ALPL ALPL (171760) Lavender Top (EDTA) (www.preventiongenetics.com| Hypophosphatasia 11-Jun-18
Gene [851] ) .
) (241510); Infantile
Hypophosphatasia
(241500)
Gold SST or Red Top. L
. . Synonyms:anti-
Specimen Stability - tyrosine phosphatase
IA-2 Antibodies, Serum [IA2QST]] 35 Room temperature: 7 days In-Common Laboraotories |~ or arr)ni-lsplet ELISA 25-Feb-25
Refrigerated: 7 days . i
S antibody; ICA-512
2.0 mL Serum (Red Top or
L . SST) AND 2.0 mL Whole . differentiate among
IBD sgi Diagnostic [1800] 120 Blood EDTA / Lavender Top Prometheus Biosciences IBD types
Tube. Store at 4°C.
Collect
Plain Red. Also acceptable:
lbuprofen (Motrin, Advil, Nuprin), Greep top. NO GE.L. Mayo Clinical L.aboratorles . Optimize drug
Specimen Preparation (www.mayomedicallaboratori | therapy and monitor HPLC-UV 20-Nov-17
serum [FIBUP] .
Separate from cells. Transfer 1 es.com) patient adherence.
mL serum or plasma to plastic
vial. Store frozen.
Blueprint Genetics ichthyosis
Ichthyosis Panel [DE0601] 1216 SLC27A4 (604194) Lavender Top (EDTA) . P . . prematurity NGS 10-Jul-23
http://blueprintgenetics.com/
syndrome (608649}
Idiopathic Ataxia anti MPP-1 1465 Gold SST or Red Top Mitogen Advanced 13-Jan-26

Diagnostics
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Proper test name or Associated

Disease with MIM Phenotype MSSS Test Code
Number

HGNC Gene Symbol
and OMIM Gene Handling Conditions Test Site Test Detail Method
Number
ADSL, ALDH7A1,
ARHGEF9, ARX,
ATP6AP2, ATRX,
CACNAI1A, CACNA1H,
CACNB4, CASK, CASR,
CDKL5, CHD2, CHRNA2,
CHRNA4, CHRNB?2,
CLCN2, CNTN2,
CNTNAP2, CPA6, CSTB,
CUL4B, DCX, DEPDCS,
DHFR, DNAJCS,
DYNC1H1, EFHC1,
EPM2A, FGD1, FOXG1,
GABRA1, GABRB3,
GABRD, GABRG2,
GOSR2, GPC3, GRIA3,
. . . . GRIN2A, HSD17B10, ;
Idiopathic Generalized Epilepsy 1031 KANSL 1, KCNCL. Lavender Top (2 x4 mL) Fulge_nt Gengtlcs
Panel KCNJ10, KCNMAL, (fulgentdiagnostics.com)
KCNQ2, KCNQ3, KCNT1,
KCTD7, KDM5C, LGI1,
MBD5, ME2, MECP2,
MEF2C, NHLRC1, NIPA2,
NRXN1, OFD1, OPHN1,
PAK3, PCDH19, PHF6,
PIGA, PLP1, PQBP1,
PRICKLELZ, PRICKLE2,
PRRT2, RAB39B, ROGDI,
SCARB2, SCN1A, SCN1B,
SCN2A, SCN8A, SCN9A,
SLC2A1, SLC9A6, SMC1A,
SRPX2, STX1B, STXBP1,
SYNZ1, SYNGAP1, SYP,
TBC1D24, TCF4, UBE3A,
ZEB2

- . Draw blood mIa plain, red-top Mayo Clinical Laboratories
IGF Binding Protein-1 (IGFBP-1) tube(s). Spin down and (www.mayomedicallaboratori RIA
[FIGBP] separate within one hour. Ship ' yes com)

0.5 mL frozen in a plastic vial. '

Special Comment Updated

3/26/2025

20-Nov-17
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated

Number Number

Draw blood in a RED TOP OR
GOLD SST acceptable.
IGF-2 [FFIG2] 123 Separate within 1 hour of
collection. Freeze immediately.
STABLE 14 Days at -20°C.

Mayo Clinical Lgboratorles 17-Dec-25
(Esoterix)

Plasma from a lavender top
(EDTA) tube is the only
acceptable sample type. Mix
sample thoroughly.
Specimen Preparation:
Centrifuge at room temp within
one half hour of collection;
preferably immediately after
venipuncture. Transfer the cell-
free plasma to a clean tube and
immediately freeze the cell-free
plasma on dry ice or at -70°C.

IL-2 by Luminex [LIL2] 1523 National Jewish Health Luminex 18-Mar-21

AU e el To be accompanied by normal

IL12RB1 (CD212) ) :
[IL12PATHWAY] 817 Heparin Laboratories (Flow Cytometry control sample 14-Oct-20

- Calgary)
Ll S S 1465 Gold SST. Store at -20°C. In Common Laboratories 20-Aug-25

Alberta Precision
Heparin Laboratories (Flow Cytometry
- Calgary)

To be accompanied by normal
control sample

INGyR12 (CD119)
[ILFGPATHWAY]

14-Oct-20

Insulin Antibodies [INSAB] 853 Gold SST or Red Top In Common Laboratories RIA 25-Feb-25
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Growth Factor-Binding Protein 3
(IGFBP3) Growth Panel [IGFGP]

Intact Fibroblast Growth Factor 23
(FGF23), Serum [IFG23]

448

frozen.

Serum SST. Stable at -20°C for

90 days.

es.com)

(www.mayomedicallaboratori

es.com)

Chemiluminescent
Immunometric
Assay

ELSIA

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Hyperinsulinemic
hypoglycemia
familial 5 (609968);
Insulin-resistant
diabetes mellitus
Lavender Top (EDTA) 2-4 cc Fulgent Genetics ng’r\il;:g a(lgtlrz)%i:r;)'
Insulin Receptor INSR (147670) (1-2 cc for children less than . . . " | NGS and CGH 3/26/2025
1year old) (fulgentdiagnostics.com) Leprechaunism
syndrome (246200);
Pineal hyperplasia
AND diabetes
mellitus syndrome
(262190)
IGFMS: Liquid
Chromatography-
Insulin-Like Growth Factor 1 . . - . Mass Spectrometry
(IGF1), LC-MS and Insulin-Like Red Top. Split into 2 plastic Mayo Clinical Laboratories (LC-MS)
' 123 vials.Store and send serum (www.mayomedicallaboratori IGFB3: Enzyme- Not M-R 27-Aug-23
Labeled

Mayo Clinical Laboratories No longer available at CHUM as

in province testing.

23-Jul-23
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Intellectual Disability NGS Panel

920

ABCCB, ABCDI, ABCG5, ACATT,
ACOX1, ACSL4, ACY1, ADAR, ADSL,
AFF2, AGL, AGT, AGTR2, AHI1,
AIFM1, ALDH18A1, ALDH4AL,
ALDH5A1, ALG11, ALG12, ALGS6,
ALX4, AMER1, ANK3, ANKRD11,
AP1S1, AP1S2, AP3B1, AP4B1, AP4EL,
AP4M1, AP4S1, AR, ARG1, ARHGEF6,
ARHGEF9, ARID1A, ARID1B, ARX,

ASPM, ASS1, ATL1, ATP10A, ATP13A2,

ATP1A2, ATP6AP2, ATP7A, ATRX,
AUH, AUTS2, AVP, AVPRI1A, AVPR2,
BBS9, BCOR, BCS1L, BDNF, BIN1,
BRAF, BRIP1, BRWD3, BUB1B,
CACNAIC, CACNG2, CAMTAL,
CANT1, CASK, CBS, CC2D1A,
CC2D2A, CCDC22, CCDC88C, CDH15,
CDK16, CDKLS5, CDKN1C, CEP290,
CEP41, CEP57, CHD7, CHD8, CHRNA4,
CLCN4, CLIC2, CLN3, CNKSR2,
CNTNAP2, CNTNAPS5, COG5, COG?7,
COL1A2, CP, CPA6, CPS1, CRADD,
CRBN, CREBBP, CTC1, CTNNB1,
CTSA, CUL4B, CYB5R3, CYP27A1,

D2HGDH, DARS2, DBT, DCX, DHCR24,

DHCR?7, DKC1, DLG3, DLGAP2, DMD,
DOCK4, DPP10, DPP6, DPYD,
DYNCI1H1, DYRKI1A, EBP, EFNBI,
EHMT1, EIF2S3, ELOVL4, ERCC2,
ERCC3, ERCC5, ERCC6, ERCCS,
FAAH2, FAM126A, FANCB, FANCG,
FBLNS, FBN1, FGD1, FGF14, FGFR1,
FGFR2, FGFR3, FKRP, FKTN, FLNA,

FMR1, FOLR1, FOXG1, FOXP1, FOXP2,

FRMPD4, FTO, FTSJ1, G6PC3,
GABRB3, GABRG1, GABRG2, GALE,
GAMT, GAN, GBA, GBE1, GCK, GDI1,
GFAP, GFM1, GHR, GK, GLI3, GLRA1,

GLUL, GLYCTK, GM2A, GNA14,
GNAS, GNPAT, GNPTAB, GNPTG,
GPC3, GRIA3, GRIK2, GRIN1, GRIN2A,
GRIN2B, GRM1, GRPR, GSPT2, GSS,
GUSB, GYS2, HAX1, HCCS, HCFC1,
HDAC4, HDAC8, HECW2, HEPACAM,

HEXB, HOXA1, HOXD10, HPD, HPRT1,

HSD17B10, HSPD1, HUWEL, IDS,
IGBP1, IGF1, IGFIR, ILIRAPL1,
IMMP2L, INSR, IQSEC2, IRXS5, ITGA7,
KATNAL2, KCNJ10, KCNJ11, KCNKG9,
KCNQ2 KCTD13 KCTD7 KDMSC

Lavender Top (2 x 4 mL)

Fulgent Genetics
(fulgentdiagnostics.com)

NextGen
Sequencing

Available at HSJ.

26-Mar-25

Interferon Beta Neutralizing
Antibodies In MS Patient Treated
With IFN [P91858]

Gold SST

Neuro-Immunology
Laboratories (UBC)

Interlukin 2 Receptor, Soluble
{FIL2S]

927

Serum. Store at -20°C. Stable 1

year.

Mayo Clinical Laboratories

(www.mayomedicallaboratori

€s.com)

hemophagocytic
lymphobhistiocytosis
(HLH)

Liminex Bead
assay.

Sent though MCL. Performed at
ARUP.

27-Jan-25
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Genetics Diagnostic
Laboratories)

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Interstitial Lung Disease Antibody Gold SST or Red Top. Does Mitogen Advanced
(ILD) Profile 1724 NOT accept CSF. Diagnostics LIA 13-Jan-26
Iron-refractory Iron Deficiency . Iron refractory iron
Anemia (TMPRSS6 Single Gene TMPRSS6 (609862) Lavender Top (2 x 4 mL) Fulgent Genetics deficiency anemia NextGen 3/26/2025
(fulgentdiagnostics.com) Sequencing
Test) (206200)
ITGA9 - Single Gene Testing ITGA9 (603963) Lavender Top (2 x 4 mL) Fulgent Genetics Integrin alpha 9 NextGen 3/26/2025
(fulgentdiagnostics.com) Sequencing
JAG1 Gene Sequencing & Del/Dup Alagille syndrome
[1004] JAG1 (601920) Lavender Top (EDTA) GeneDx (www.genedx.com) (118450) 15-Sep-22
Cinncinatti Children's
Jaundice Chip Lavender Top (EDTA) ALY @ T multiple genes gene chip
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
HI1 (608894)
ARL13B (608922)
B9D1 (614144)
B9D2 (611951)
C5orf42 (614571)
CC2D2A (612013)
CEP290 (610142)
CEP41 (610523)
INPP5E (613037)
KIF7 (611254)
MKS1 (609883)
JOUBERT AND MECKEL- NPHP1 (607100) Prevention Genetics
NEXC'I;'ZEEESEZTJEBEI?\I%E(?\I GS) 332 ’\(IDPF%?(&%%%O?%Z)) Lavender Top (EDTA) (www.preventiongenetics.com S':;;(;ﬁ;?]g 10-Jul-23
PANEL [10387] RPGRIP1L (610937) )
TCTNL1 (609863)
TCTN2 (613846)
TCTN3 (613847)
TMEM138 (614459)
TMEM216 (613277)
TMEM231 (614949)
TMEM237 (614423)
TMEMG67 (609884)
TTC21B (612014)
ZNF423 (604557)
. . . Tier 1: Sanger
Jlzgigggngr:)épf;fgig;(E;ogrg]e Bgﬂl\;iéﬁ Eggcl);gg Lavender Top (EDTA) GeneDx (www.genedx.com) Seq:er?ac)i/ngélﬁmn 15-Sep-22
Jlégiggggpzr%pf;fg(s)g;?;03?]8 BMPR1A (601299) Lavender Top (EDTA) GeneDx (www.genedx.com) Tier 2: sequencing 15-Sep-22
Juvenile Polyposis Syndrome BMPR1A (601299); Tier 3: Exon
(610069 and 174900) [538] SMADA (600993) Lavender Top (EDTA) GeneDx (www.genedx.com) Array CGH 15-Sep-22
. MNG Laboratories Episodic
KCN'AAln:Il;ISIiSF&aOS&?;f]ncmg KCNAL1 (176260) Lavender Top (EDTA) (www.medicalneurogenetics.c| ataxia/myokymia 9-May-20
om)/Dynacare syndrome
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ACE, AGT, AGTR1,
ANOS1, BMP4, BMP7,
CDC5L, CHDLL,
DSTYK, EYAL, FGF20,
FGFR2, FRAS1, FREM1,
FREM2, GATAS3, GLI3,
CIRi]ey N2 Fulgent Genetics NextGen
Kidney Dysplasia NGS Panel 1615 HOXA13, HOXA4, Lavender Top (EDTA) [2 tubes] (fulgentdiagnostics.com) Sequencing 3/26/2025
HOXB6, HPSE?2, ITGAS,
LRP4, MUC1, MYH9,
NIPBL, PAX2, REN,
RET, ROBO2, SALL1,
SIX1, SIX2, SIX5,
SOX17, TRAP1, UMOD,
UPK3A, WNT4
. Systemic
KIT Single Gene 1537 cKit (164920) Lavender Top (2 x 4 mL) Fulgent Genetics maZtocytosis NextGen 3/26/2025
(fulgentdiagnostics.com) Sequencing
(154800)
Prevention Genetics Galactosylceramide
KRABBE DISEASE VIA THE GALC (606890) Lavender Top (EDTA) (www.preventiongenetics.com Beta-GaI);ctosidase NGS enzyme activity at HSJ 10-Jul-23
GALC GENE [7883] -
) Deficiency (245200)
L1CAM (fetal sexing) L1CAM (308840) Gold SST D e
cerba.com)
X-Linked
Hydrocephalus
Syndrome (307000); 1. Sanger
LlCAMDSIG;BiSe[g;;?cmg & L1CAM (308840) Lavender Top (EDTA) GeneDx (www.genedx.com) S(pgaggg;??ag:igfsl a?gﬁg?':;?gi:g q 15-Sep-22
Callosum, Partial mutation
Agenesis Of, X-
Linked (304100)
Mayo Clinical Laboratories
Lacosamide, Serum [LACO] 1572 RED OR Gf?OLZZnTOP' Store | sww.mayomedicallaboratori HPLC-MS 28-Jun-18
€s.com)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Leigh disease and Leigh-like
syndromes NextGen DNA
Sequencing Panel (75 genes)
[NGS351]

ATFVIT (300169
ALDH5AL1 (610045);
ARX (300382); BCS1L
(603647); C120rf65
(613541); COA5
(613920); COX10
(602125); COX14
(614478); COX15
(603646); COX6B1
(124089); CPT2
(600650); DLAT
(608770); DLD
(238331); ETHEL
(608451); FARS?2
(611592); FASTKD2
(612322); FOXRED1
(613622); GCDH
(608801); KCNQ2
(602235); LIAS
(607031); LRPPRC
(607544); MTFMT
(611766); MUT
(609058); NDUFA1
(300078); NDUFA10
(603835); NDUFA11
(612638); NDUFA12
(614530); NDUFA2
(602137); NDUFA9
(603834); NDUFAF1
(606934); NDUFAF2

(609653); NDUFAF3
(12911):- NIDLIEAFE4

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

Leigh syndrome
(256000); Leigh
syndrome, X-linked
(308930)

NextGen
Sequencing

9-May-20

Leptin [FLEP]

1465

Draw blood in a plain, red-top
tube(s). (Serum gel tube is
acceptable.) Separate and
freeze within one hour. Send 1
mL of serum frozen in a plastic
vial. Store frozen.

Mayo Clinical Laboratories
(www.mayomedicallaboratori
es.com)

ELISA

9-Oct-25
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Leukemia, Philadelphia . .
chromosome-positive, resistant to ABL1 (189980) Lavender Top (EDTA) HINERIL7 i NEtW.O rk
imatinib (Toronto General Hospital)
Leukemia/Lymphoma Na heparin tube. Store and Hematologics, Inc. 3161
Immunophenotyping (PNH and 1465 send at RT. Send immediately | Elliot Ave. Suite 200, Seattle Flow cytometry 23-Jun-20
ZAP-70 available) [2001] overnight. WA 98121 1800-860-0934
Preferred: 24-hour urine
collection
Container/Tube: Plastic, 5-mL
tube (T465)
Specimen Volume: 5 mL
. . . . Mayo Clinical Laboratories Replaced by Mast Cell
Leukotrlene[_llf_i,T2E44;—| our, Urine 1465 Sl IO e (www.mayomedicallaboratori LC-MS/MS Mediators. Random test available | 23-Jul-24
1. Collect urine for 24 es.com) RLTE4
hours.No preservative.
2. Refrigerate specimen during
collection, aliquot 5 mL of
urine into plastic tube, and
send specimen refrigerated.
Store frozen iSO daisi.
LGI1 and Caspr 2 (VGKC 54 (Vollf:el 1::dca§g;ium 1st choice CSF; 2nd choice BC Neuroimmunology 18-Apr-24
antibodies) g ghaneIF; SERUM has reduced sensitivity (bcneuro.ca) P
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol

and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Lipid Metabolism Deficiency NGS
Sequencing Panel (71 genes) +
Del/Dup + mtDNA [NGS303]

ABTDT (300371
ABCD?2 (601081);
ACAAL (604054);
ACAA2 (604770);
ACACA (200350);
ACACB (601557);
ACADI10 (611181);
ACAD11 (614288);
ACAD9 (611103);
ACADL (609576);
ACADM (607008);
ACADS (606885);
ACADSB (600301);
ACADVL (609575);
ACATL1 (607809);

ACAT2 (100678); ACLY

(108728); ACOT1
(614313); ACOT12
(614315); ACOT2
(609972); ACOT4
(614314); ACOT6
(614267); ACOT7
(602587); ACOTS
(608123); ACOT9
(300862); ACOX1
(609751); ACOX2
(601641); ACOX3
(603402); ACP6
(611471); ACSBG1
(614362); ACSBG2

(614363); ACSF2
(R104685): ACSE?R

Lavender Top (EDTA)

MNG Laboratories

(www.medicalneurogenetics.c

om)/Dynacare

NextGen
Sequencing

9-May-20
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

AGPAT2 (603100),
AKT2 (164731), BSCL2
(606158), CAV1
(601047), CIDEC
(612210) , LMNA
(150330), PPARG
(601487), PTRF
(603198), TBC1D4
(612465), ZMPSTE24
(606480)

NextGen
Sequencing

Fulgent Genetics

Lipodystrophy (fulgentdiagnostics.com)

Lavender Top (2 x 4 mL) 3/26/2025

STRECK Cell-free DNA BCT

tubes ONLY. Ship Mon-Wed

only. Store at RT. Stable for 7
days.

Liquid Biopsy ctDNA Targeted
NGS Panel and Low Pass Whole
Genome Sequencing (LP-WGS)

Clinical Molecular
Diagnostics. Hosital for Sick
Children.

NextGen
Sequencing

Single mutation not
performed.

RESTRICTED. Requires

1395 approval by Head of Send Out

1/20/2026

ACTB, ACTG1, ARX,
DCX, FKRP, FKTN,
LARGE, PAFAH1B1,
POMGNT1, POMTL,

Fulgent Genetics

Lissencephaly NGS Panel (fulgentdiagnostics.com)

Lavender Top (2 x 4 mL) 3/26/2025

POMT2, RELN,
TUBAIA, VLDLR

Na heparin tube. Store and Alberta Precision
send at RT. Send immediately |Laboratories (Flow Cytometry
overnight. - Calgary)

LRBA 1248 1-Jun-21

Flow cytometry
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
LRP4 Autoantibody Test 18 Serum (Gold SST or Red Top). BC Neuroimmunology For ACR and MUSK IFA 18-Apr-24
Store at -20°C (bcneuro.ca) negative subjects
Red Top or Lavender Top only.
Lurasidone [2543SP] 1688 Store and send serum/plasma NMS Laboratories LC-MS/MS 17-Mar-22
frozen.
LYMPHEDEMA-DISTICHIASIS Prevention Genetics Lymphedema-
SYNDROME VIA THE FOXC2 FOXC2 [602402] Lavender top (EDTA) (www.preventiongenetics.com Distichiasis NGS 10-Jul-23
GENE [8941] ) Syndrome (153400)
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Lysosomal Disease (NextGen

Sequencing Panel and Copy

Number Analysis; 72 Genes)
[NGS313]

474

ADAMISLZ (012Z77),
AGA (613228),
ANTXR2 (608041),
ARSA (607574), ARSB
(611542), ASAH1
(613468), ATP13A2
(610513), ATP7A
(300011), ATP7B
(606882), CERS1
(606919), CLN3
(607042), CLN5
(608102), CLN6
(606725), CLN8
(607837), COL11A2
(120290), COL2A1
(120140), CTNS
(606272), CTSA
(613111), CTSC
(602365), CTSD
(116840), CTSF
(603539), CTSK
(601105), DHCR?
(602858), DNAJC5
(611203), DYM
(607461), FUCAL
(612280), GAA
(606800), GALC
(606890), GALNS
(612222), GBA
(606463), GLA (300644),

GLB1 (611458), GM2A
(A13109) GNF (N3824)

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

Next Generation

DNA Sequencing

9-May-20

Lysozyme (Muramidase), Plasma

Malignant Hyperthermia
Suscpetibility Panel [03285]

1465

632

CACNALS (114208),
RYR1 (180901), STAC3

Lavender Top (EDTA)

Mayo Clinical Laboratories
(www.mayomedicallaboratori

Invitae (www.invitae.com)

Spectrophotometric

[MURA]
es.comi

NextGen
Sequencing

15-Jan-24

10-Jul-23
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20°C.

es.com)

enzymatic assay

E4.

prostaglandin F2a, & leukotriene

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
- . . Mannose-binding .
TSty (LAY MBL2 (154545) Lavender Top (2 x 4 mL) AU ECENEES protein deficiency | et Generation 3/26/2025
Deficiency NGS Test (fulgentdiagnostics.com) (614372) DNA Sequencing
MARFAN SYNDROME AND Prevention Genetics NextGen
RELATED AORTOPATHIES 279 Lavender Top (EDTA) (www.preventiongenetics.com Sequencing 10/Jul/23
PANEL [1212] )
ACTA2, CBS, COL3A1,
COL5A1, COL5A2,
FBN1, FBN2, FLNA,
. MED12, MYH11
Marfan SPURIELLSCI 'I_'horat_:lc MYLK, ’NOTCHll, Fulgent Genetics Marfan syndrome, NextGen
Aortic Anenréssmpaar::lDlssectlon 219 PLOD1, PRKG1, SKI, Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) type | (154700) Sequencing 17-Feb-19
SLC2A10, SMAD3,
SMAD4, TGFB2,
TGFB3, TGFBR1,
TGFBR2 (122 genes )
MARINESCO-SJOGREN Prevention Genetics Marinesco-Sjogren
SYNDROME VIA THE SIL1 SIL1 (608005) Lavender Top (EDTA) (www.preventiongenetics.com Syndrome (248800) NGS 10/Jul/23
GENE [11667] )
. . - . Replaces separate assays for N-
Mast Cell Mediators, 24 Hour, 2l u_rlne sollleietic Mo bk Clltiesl L_aboratorles . LC-MS/MS & IOmeththF;stamine d?/nor-
Urine [MCM24] 1465 preservatives. Stable for 28d at -| (www.mayomedicallaboratori 28/Nov/24

Meckel-Gruber syndrome
Sequencing Panel

CC2D2A (612013);
CEP290 (610142); MKS
(609883); RPGRIP1L
(610937); TCTN
(613846)2; TMEM67
(609884); TMEM216
(613877)

Lavender Top (EDTA)

University of Chicago

Genetic Services Laboratories
(dnatesting.uchicago.edu)

Meckel Syndrome,
Type 8 (613885);
Meckel Syndrome,
Type 6 (312284);
Meckel Syndrome,
Typel (249000);
Meckel Syndrome,
Type 4 (611134);
Meckel Syndrome,
Type 3 (607361);
Meckel Syndrome,
Type 5 (611561);
Meckel syndrome 2

(603194)

Sanger sequencing
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Alberta Children's hospital Rett's disorder
MECP2 Analysis MECP2 (300005) Lavender Top (EDTA) 2-5 cc |http://www.medicalgenetics.ca (312750) Sanger sequencing 4-May-17
/molecular.html
Familial Juvenile
e e oG | e
Hyperuricemic Nephropathy type 1 UMOD (191845) Lavender Top (EDTA) (Www.preventl;)ngenetlcs.com (162000): Medullary NGS 10-Jul-23
via the UMOD Gene [8209] Cystic Kidney
Disease 2(603860)
Lavender Too onlv. Store at Mayo Clinical Laboratories
Metformin, Plasma [FMETN] 1982 o p onty. (www.mayomedicallaboratori HPLC-TMS 18-Apr-24
4°C. Stable 30 days. es.com)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

AKTS, ANKLEZ,
ARFGEF2, ASPM, ATR,
ATRIP, BUB1B, CASK,

CDKS5RAP2, CDKG,

CENPE, CENPF,

CENPJ, CEP135,

CEP152, CEP63,

CKAP2L, COXT7B,

CRIPT, DIAPH1,

DNML1L, EFTUD2,

HMGBS3, IER3IP1,
KATNB1, KIF11, KNL1,
LIG4, MCPH1, MED17,

MFSD2A, MIR17HG,
MRE11, MSMO1,
MYCN, NBN, NDE1,
NHEJ1, NIN, NR2E1,
PAFAH1B1, PCLO,
PCNT, PHC1,
PLEKHG2, PLK4,
PNKP, POMT1,
PPP1R15B, PQBP1,
QARS, RARS2, RBBPS,
RTTN, SASS6, SLC1A4,
SLC25A19, SLCIAG,
SPATAS5, STAMBP,
STIL, THOCS,
TRMT10A, TSENZ,
TSEN34, TSEN54,
TUBB2B, TUBGCP4,

TUBGCP6, VRK1,
WDRA2 WDR73

Fulgent Genetics NextGen

(fulgentdiagnostics.com) Sequencing 3/26/2025

Microcephaly NGS Panel 350 Lavender Top (EDTA)

Blueprint Genetics Next-Generation

Migraine Panel [NE1201] 581 Lavender Top (EDTA) http://blueprintgenetics.com/ sequencing

21-Aug-20

Na heparin tube. Store and
1084 send at RT. Send immediately Toronto General Hospital Flow cytometry Prices can vary 13-Nov-25
overnight.

Minimal Residual Disease Testing
(MRD)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
- . . . Na heparin tube. Store and . . Price can vary by number of
Minimal Residual Disease Testing . . Johns Hopkins Medical ]
(MRD) PreB-ALL 1084 send at RT. Sengl immediately Laboratories Flow cytometry markers; 9-15 markers quoted 28-Nov-23
overnight. here
Minimal Residual Disease Testin Na heparin tube. Store and Hematologics, Inc. 3161
(MRD) T cell [2002] g 1084 send at RT. Send immediately | Elliot Ave. Suite 200, Seattle Flow cytometry 10-Jul-23
overnight. WA 98121 1800-860-0934
- . . . Na heparin tube. Store and . . Price can vary by number of
MR R e e Iy 1084 send at RT. Send immediately L Medlcal Flow cytometry markers; 9-15 markers quoted 14-Nov-23
(MRD) T-ALL . Laboratories
overnight. here
For Friday samples
. . . . Flow Cytometry Laboratory. | email Ben Hedley
Minimal Residual Disease Testing 1084 EDTA Whole Blood. Keeep at London Health Sciences with ID information | Flow cytometry 4-Aug-20

for Acute Lymphoblastic Leukemia

room temperature.

Centre.

& location where
sample is being sent.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Special Comment Updated
Number Number

Baylor Genetics. 2450
Skin Fibroblasts [3210]; HOLCOMBE BLVD.
Skeletal Muscle Biopsy [3200]; GRAND BLVD. Spectrophotometric
150 mg; Store at -80°C. RECEIVING DOCK
HOUSTON, TX 77021-2024

Mitochondrial Respiratory Chain
Enzyme Analysis (ETC)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Molecular Otolaryngology &
Renal Research Laboratory, Hemolytic uremic
MLPA (screen for deletions of CFHR1 (134371); U. of lowa Carver College of | syndrome, atypical,
CFHR1-CFHR3) CFHR3 (605336) Lavender Top (EDTA) Medicine susceptibility to MLPA 1-Mar-25
(www.medicine.uiowa.edu/mo (235400)
rl)
ABCCS8, AKT2, BLK,
CEL, CISD2, CP,
EIF2AK3, FOXP3,
GATASB, GCK, GLIS3,
GLUD1, HADH,
MODY Neonatal Diabetes NGS HNF1A, HNF1B, Fulgent Genetics NextGen
Panel 481 HNF4A, IER3IP1, INS, Lavender Top (2x 4 mL) (fulgentdiagnostics.com) Sequencing A
INSR, KCNJ11, KLF11,

NEUROD1, NEUROGS3,
PAX4, PDX1, PTF1A,
RFX6, SLC2A2, WFS1,

12-Mar-20

ZFP57 ( 30 genes )
Serum (Gold SST or Red Top) In-Common Laboratories
12-Mar-20

Mold Mix 1 1465
Serum (Gold SST or Red Top) In-Common Laboratories
Lissencephaly, X-

Mold Mix 2 1465
linked
(300067);Subcortical
laminal heteropia, | Sanger sequencing
X-link (300067);
testing for a known
mutation

University of Chicago
Genetic Services Laboratories

Lavender Top (EDTA)
(dnatesting.uchicago.edu)

Molecular Testing for Lissencephaly DCX (300121)

Send Out must be advised the

day before sending the sample.
Not accepted after 3 pm 6-Feb-25

Nationwide Children's
Hospital. Laboratory Services

Whole Blood (EDTA or Na

Monocyte Type | and Type Il
Inte:\rfe.ron (IFN) Signature 1465 heparin). Keep at RT, Stable Room C1955. Diagnostic
Quantitation by Flow Cytometry .
[T1A2MP] for 72 h at RT. immunology Lab, Colombus, Thursda
OH. 1800-934-6575 Y
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ACP5 ADA2 ADAR AICDA Al

RE AP3B1 BLOC1S6 BTKCAS
P10 CASP8 CD27 CD40LG CR
2 CTLA4 CYBA CYBBDOCKS
FADD FAS FASLG FOXP3 ICO
S IFIH1 IL10IL10RA IL10RB IL
21 IL21R IL2RA ITCH ITK LR
BALYST MAGT1 NCF2 NCF4
i i i NFAT5 NFKB2 NFKBIA ORAI
Monogenic A(l)J;ollgg)munlty S 817 1PIK3CD PIK3R1 PLCG2 PNP |Lavender Top (EDTA) [2 tubes]| Invitae (www.invitae.com) SNextGe.n 10-Jul-23
[ ] PRF1 PRKCD RAB27A RAC2R equencing
FX5 RFXANK RFXAP RMRP R
NASEH2A RNASEH2B RNASE
H2C SAMHD1SH2D1A SLC7A
7 STAT1 STAT3 STATSB STI
M1 STX11 STXBP2TBX1 TME
M173 TNFRSF13B TNFRSF13
C TNFSF12 TPP2 TREX1 UNC

12N INI \A/AQ VIAD
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
XIAP X-linked
lymphoproliferative
syndrome 2; ZAP70
Severe combined
immunodeficiency,
Omenn syndrome;
WAS Wiskott—Aldrich
ADA, ADAM17, syndrome; TTC7A
AICDA, BTK, CD3G, Gastrointestinal defects
CD40LG, CTLA4, and immunodeficiency
CYBA, CYBB, (GlDlD) Syndrome;
DCLRELC. DKC1 S};I’XBPE Familial
' ! emophagocytic
DOCKS, FOXPS, lymphohistiocytosis
G6PC3, ICOS, IL10, type 5; STIML STIM1
IL10RA, IL10RB, IL21, deficiency; STAT3
. IL2RA, IL2RG, ITGB2, IPEX-like syndrome; .
'\g‘i’;‘:aiznl'j‘;r']:';'3:\'/?@33[’0%2‘2’;]' 1151 LIG4, LRBA, MEFV, Lavender Top (EDTA) Invitae (www.invitae.com) | STATL IPEX-like Ne’s‘zqizzecﬁgon 10-Jul-23
MVK, NCF2, NCF4, syndrome; SLC37A4
NFAT5, NLRC4, Glycogen storage
PIK3CD, PIK3R1, disease type Ib;
PLCG2, RAGL, RAG2 SrzDIA Kelinked
' ' ' ymphoproliferative
RTEL1, SH2D1A, syndrome 1; RTEL1
SLC37A4, STATL, Dyskeratosis
STATS, STIML, congenita; RAG2
STXBP2, TTC7A, WAS, Severe combined
XIAP, ZAP70 immunodeficiency,
Omenn syndrome;
RAG1 Severe
combined
immunodeficiency,
Omenn syndrome;
PLCG2 Familial cold
autoinflammatory
Monogenic Obesity Panel [KI11701] 485 Lavender Top (EDTA) http'/B/Lliﬁzz)l:;;ggzgt:gz com/ I;\IISI)X S;;j;t(!i?]r;] 19-Aug-25
MTHFR 677C>T 9999 2-Dec-24
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Gold SST. SERUM ONLY. NOTE: test sensitivit)_/ |s ~100%
Muscle Specific Tyrosine Kinase Centrifuge and transfer serum BC Neuroimmunology . . but has low specificity..
- 43 . . myasthenia gravis SPR Orderable only by Neurology due | 18-Apr-24
Antibodies (MuSK Ab) [P91022] to plastic container. Store at - (bcneuro.ca) o
20°C. Transport frozen. to low specificity as SECOND
LINE test.
Myelin Basic Protein [663] 1465 CSF. Store frozen. Specimen Quest Laboratories The pesence of RIA 23-Jul-24
Stability : Room temperature: 7 myelin basic protein
days. Refrigerated: 14 days. in the spinal fluid is
Frozen: 21 days supportive evidence
for the diagnosis of
multiple sclerosis
and other
demyelinating
diseases, although it
is a non-specific
finding and present
in other causes of
damage to CNS
myelin.
Myelin-Associated
Aﬁ] Igggzzggflsr]eﬁtﬂnégl\l/ngG 40 Gold SST. Store at -20°C. In-Common Laboratories ELSIA Replaces Mitogen MAG testing | 9-Mar-23
S]
ACAD9, ACADL,
ACADM, ACADVL,
AGL, C100RF2, CPT1B,
CPT2, GAA, GYS1,
HADHA, HADHB, Lavender Top (EDTA) Fulge.n t Gengtlcs NextGe.n Trasnfer to HSJ after Nov 30. 26-Mar-25
(fulgentdiagnostics.com) Sequencing

Myopathy-Rhabdomyolysis

OPA1, OPA3, PFKM,
PGAM2, PGML,
PHKA1L, POLG, POLG2,
RRM2B, SUCLA2, TK2,
TYMP
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Congenital
Myotonia,
. . Autosomal
Myotonia Congenita via the Preventlo_n Genetlf;s Dominant Form
CLCN1 Gene [11179] 607 CLCN1 (118425) Lavender Top (EDTA) (www.preventiongenetics.com (160800), Myotonia NGS 10-Jul-23
) Congenita
Autosomal
Recessive (255700)
Molecular Genetics
. Laboratory - BC Children’s Repeat-primed
Myotonic Dystrophy 2 607 CNBP (ZNF9) (116955) Lavender Top (EDTA) Hospital & BC Women’s PCR (QP-PCR) 17-Dec-25
Hospital
Collection Instructions:
Collect 24-hour urine with no
preservatives. Total volume
required. Record on both the
specimen container and the
request.form. Urmg Liquid
N-Methvihi ine 24 H Uri 0 Pres_e:l/atl\./e_rﬁollzzt-lgn f Mayo Clinical Laboratories Chromatography-
~Methylhistamine, Rl Salis 117 ptions: . ote: The a |F|on ° (Www.mayomedicallaboratori mastocytosis Tandem Mass | Replaced by Mast Cell Mediators| 23-Jul-24
[NMH24] preservative or application of
temperature controls must es.com) Spectrometry (L.C-
MS/MS)

occur within 4 hours of
completion of the collection:
6N HCI, 50% Acetic Acid,
Na(2)CO(3), Toluene, 6N
HNO(3), Boric Acid, Thymol.
Store frozen. Stable 14 days.
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Neopterin/Tetrahydrobiopterin
(CSF) [NCO3]

113

1224

BH4, Neopterine

COollection tube requirement :
Call laboratory to obtain
appropriate sample collection
containers. Each sample
collection set consists of 5
numbered centrifuge tubes in a
small plastic bag. Tube #3
contains antioxidants necessary
to protect the sample from
oxidation. One set of tubes is
required per patient. The total
CSF volume required is 3.5
milliliters. Collection of sample
: CSF should be collected
directly from the tap needle:
Collect from the first drop in to
the containers in numerical
order. Fill each tube to the
marked line (0.5 milliliters in
tubes 1,2, & 5— 1.0 ml in
tubes 3 & 4). Attach patient
identifiers to each tube without
covering the tube number. If
there is no blood
contamination, place the tubes
into a biohazard bag and place
on ice (or dry ice if available)
at the bedside. Transfer the
samples to a -80°C freezer
ASAP. Ship on dry ice. If the

sample is blood contaminated,
the tiihes should immediatelv

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

Dystonia, dopamine
responsive | DRD |
GCH1 | Dystonia,

dopa responsive, due

to sepiapterin
reductase deficiency
| SPR |

Hyperphenylalanine
mia, BH4 deficient,

B | HPABH4 |

Hyperphenylalanine
mia, BH4 deficient,

A |HPABHA | PTS |
Hyperphenylalanine
mia, BH4 deficient,

C | QDPR |
HPABHAC |
Hyperphenylalanine
mia, BH4 deficient,
D |HPABH4D |
PCBD1

9-May-20
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LMX1B 602575
MAGI2 606382
MYO1E 601479
NPHS1 602716

NPHS2 604766
NLIP107 AO7R17

Epidermolysis
Bullosa With Pyloric
Atresia AR 226730
Epilepsy,
Progressive
Mvaoclanic 4 \Aith

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ATTNZ 6074638 ATport Synarome,
ANLN 616027 Autosomal
ARHGAP24 610586 Dominant AD
ARHGDIA 601925 104200
CD2AP 604241 Alport Syndrome,
COL4A3 120070 Autosomal
COL4A4 120131 Recessive AR
COL4A5 303630 203780
COL4A6 303631 Alport Syndrome, X-
C0OQ2 609825 Linked Recessive
COQ6 614647 XL 301050
COQ8B 615567 Cerebral Palsy,
CRB2 609720 Spastic
CUBN 602997 Quadriplegic, 2 AR
Nephrotic Syndrome (NS)/Focal DGKE 601440 Prevention Genetics 612900 .
- EMP2 602334 . . Coenzyme Q10 Next Generation
Segmental Glomerulosclerosis 100 Lavender Top (EDTA) (www.preventiongenetics.com . . 10-Jul-23
(FSGS) Panel [10417] FAT1 600976 ) Deficiency AR DNA Sequencing
INF2 610982 607426
ITGA3 605025 Coenzyme Q10
ITGB4 147557 deficiency, primary,
KANK1 607704 3 AR 614652
KANK2 614610 Coenzyme Q10
KANK4 614612 deficiency, primary,
LAGE3 300060 6 AR 614650
LAMAS 601033 Deafness, X-linked 6
LAMB?2 150325 XL 300914
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ATM (607585), BRAF
(164757), CBL (165360),
HRAS (190020), KRAS
(190070), MAP2K1
(176872), NF1 (613113),
NF2 (607379), NRAS
(164790), PTEN
. . (601728), PTPN11
NSZ:LOefrllgirr?gm ;;?18; aEr’:Icf )ét?;; (176876), RAFL MNG Laboratories Next Generation
. 776 (164760), RIT1 Lavender Top (EDTA) (www.medicalneurogenetics.c - 9-May-20
Number Analysis; 21 Genes) DNA Sequencing
[NGS335] (609591), SDHAF2 om)/Dynacare
(613019), SDHB
(185470), SDHC
(602413), SDHD
(602690), SH3BP2
(602104), SHOC2
(602775), SOS1
(182530), SPRED1
(609291).
Neurofilament (pNf-H) 1465 CSF U iol) My ELISA 2-Oct-23
Neuromuscular Laboratory
Neurofilament Light Chain (NfL) 1465 EDTA plasma BC Neuroimmunology Lumipulse Replaces In Cqmmon 5-Jan-26
(bcneuro.ca) Laboratories
Neurofilament Light Chain (NfL), 1465 Serum, SST or Red Top or Na In Common Laboratories EORLA requisition | Roche Elecsys Repla_ced by BC 90-0ct-25
Neuroimmunology

Serum/Plasma [NFLRO S]

heparin. Stable at -20°C.

(EORLA)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Cyclical neutropenia
(162800), Severe
congenital
neutropenia
autosomal dominant
(202700), Severe
congenital
AP3B1, CSF3R, CXCR4, neutropenia X-linked
ELANE, G6PC3, (300299), Severe
GATAL, GATA2, GFlI1, congenital
. HAX1, LAMTOR?2, Fulgent Genetics neutropenia 4, NextGen
Neutropenia NGS Panel 836 LYST, RAB27A, RAC2, Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) autosomaFI) recessive Sequencing 3/26/2025
SBDS, SLC37A4, TAZ, (612541), Severe
USB1, VPS13B, VPS45, congenital
WAS, WIPF1 neutropenia 2,
autosomal dominant
(613107), Severe
congenital
neutropenia 3,
autosomal recessive
(610738)
Serum. Red Top (only). Room
Neutrophil Antibody, Flow temperature: 7 days . .
Cytometry [1606] 1572 Refriger;ted: 14 days IZrozen: Quest Diagnostics 6-Jul-20
30 days
UAB Medical Genomics
Laboratory
NF-1-NG 776 NF-1 Lavender Top (EDTA) (www.uab.edu/medicine/genet NGS and del/dupl 10-Jul-23
ics/medical-genomics-
laboratory)
Nlemann-Pl.ck Disease Type C 468 NPC1 (607623): NPC2 Preventlop Genetlf:s Nlemann-Plck Next Generation
Sequencing Panel [3425] Lavender Top (EDTA) (www.preventiongenetics.com| Disease Type C1 . Juy 10, 2023
(601015) DNA Sequencing
) (257220)
Noonan Syndrome (NextGen BRAF KRAS LZTR1 .
Sequencir)]/g Panel a(md Copy MAP2K1 NRAS MNG.Laboratorles . NextGen
Number Analysis; 10 Genes) 778 PTPN11 RAF1 RIT1 Lavender top (EDTA) [2 tubes] | (www.medicalneurogenetics.c Sequencing Transfer to HSJ on Nov 30 9-May-20

[NGS414]

SOS1 SOS2

om)/Dynacare
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Sanger
sequencing; 33
London Laboratories Service coding exons of To change to NGS with exon
NOTCH3-CADASIL (125310) 65 NOTCH3 (600276) Lavender Top (EDTA) G NOTCH3+ 20nt S T T G5 2011
intronic sequence
around each exon
Lt o (257, Dept of Cl!nlcal Laboratory . -
NPM1 MRD 1395 NPM1 (164040) marrow. Stable 24-48 h at RT | . Genetics. Genome RNA based Reminder: Mark Urgenton o 1.1 24
after draw. Do not freeze. Diagnostics. Toronto General Requisition
Hospital.
Lavender Top (EDTA). Stable Molecular Genetics
I for only 24-72 h. Do not freeze. | Laboratory. Univerisity of Reminder: Mark Urgent on
NPM1 Quantitative RNA PCR 1395 NPM1 (164040) Send on cold pack. [ACD North Carolina Hospitals. RNA based 17-Jan-23

acceptable]

Http://labs.unchealthcare.org.

Requisition
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Special Comment Updated
Number Number

Molecular Genetics
Laboratory - BC Children’s
Hospital & BC Women’s
Hospital

Oncotype DX | FFPE Genomic Health | | geneexpression | Refer to Pathology |

Oculopharyngeal Muscular
Dystrophy

PABPNL1 (602279) Lavender Top repeat sizing 25-Jun-20
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
. . . Mayo Clinical Laboratories
OreX|n-,:I\LI;|3/;[)g(l;r§(t;\r};Al], SR 1691 CSF. Store frozen. (www.mayomedicallaboratori RIA 12-Mar-24
€s.COM)
Osteogenesis imperfecta NGS panel ALPL, COL1A1, Connective Tissue Gene Test NGS with del/dup
_ Dominant [5099] 533 COL1A2, IFITMSs, pLs3 | -2vender Top (EDTA) (www.ctgt.net) analysis 25-Oct-19
ALPL, BMP1, COL1A1,
COL1A2, CREB3L1,
L. CRTAP, FKBP10, . . .
Os_tegg;'}i:st'gpsgz‘;f:x%sl%zqe' 533 IFITM5, LEPREL, LRP5, | Lavender Top (EDTA) Conneczmﬁ;irig”e Test NGS ;’:\';Tygf;/ oy 25-0ct-19
PLOD2, PLS3, PPIB,
SERPINF1, SERPINHI,
SP7, TMEM38B, WNT1
ALPL, BMP1,
CREB3L1, CRTAP,
Osteogenesis imperfecta NGS panel FKBP10, LEPREL1, Connective Tissue Gene Test NGS with del/dup
- Recessive [5105] 533 LPR5, PLOD2, PPIB, Lavender Top (EDTA) (www.ctgt.net) analysis 25-Oct-19
SERPINF1, SERPINHI,
SP7, TMEM38B, WNT1
. . . Serum'(Gold Sl IRE 1) Mayo Clinical Laboratories
Ovarian Antibody Screen with 1465 Refrigerated (preferred) 14 (www.mayomedicallaboratori IFA 8-Nov-23
Reflex to Titer, IFA [FOVAS] days. Frozen 30 days. Ambient '
es.com)
7 days.
Ovarian Dysgenesis via the FSHR Preventlo_n Genetl_cs Ovarian dysgenesis
gene [11871] FSHR (136435) Lavender Top (EDTA) (www.preventl)ongenetlcs.com 1(233300) 10-Jul-23
AKT2 AKT3 CDKN1C
CUL4B DIS3L2
Overgrowth and Macrocephaly DNMTS3A EZH2 GLI3 . L
Syndromes Panel [04501] 968 GPC3 KPTN MED12 | Lavender top (EDTA) [2 tubes] | Invitae (www.invitae.com) 10-Jul-23
MTOR NF1 NFIX NPR2
NSD1 PHF6 PIK3R2
PTEN SETD2 SPRED1
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Proper test name or Associated

Disease with MIM Phenotype MSSS Test Code
Number

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions Test Site Test Detail Method Special Comment Updated

ABCC9 AKT1
AKT2 AKT3
ASPABRWD3
CCND2 CDKN1C
CHD8 CUL4B
DIS3L2 DNMT3A
EED EZH2
GFAP
GLI3 GPC3
HEPACAM HERC1
HUWE1 KIF7
T A e KPTN MED12 Preventio_n Geneti_cs
968 MLC1 MPDZ MTOR | Lavender top (EDTA) [2 tubes] | (www.preventiongenetics.com 10-Jul-23
Syndromes Panel [3449] NFIA )
NFIXNPR2
NSD1 OFD1
PDGFRB PHF6
PIK3CA PIK3R2
PPP2R5B PPP2R5C
PPP2R5D PTCH1
PTEN RAB39B
RNF125 RNF135
SETD2 STRADA
SUZ12 TBC1D7
TMEM94
UPF3BZBTB20

Green Top; sample must be Mayo Clinical Laboratories
Oxalate, Plasma [POXAL] 1176 acidified. If not freeze plasma | (www.mayomedicallaboratori 11-May-22
ASAP. Stable 30 days. €s.com)
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Oxidative Phosphorylation
(OXPHOS) Defects NGS Screening
Panel (232 genes) + Del/Dup +
mtDNA [NGS306]

AARSZ (612035
ABCB10 (605454);
ABCB?7 (300135);
ABCBS (605464);
ABHD5 (604780);
ACADS (606885);
ADCK3 (606980);
AFG3L2 (604581); AGK
(610345); AIFM1
(300169); AK2 (103020);
AK3 (609290); APTX
(606350); ARMS2
(611313); ARX
(300382); ATAD3A
(612316); ATAD3B
(612317); ATP5AL
(164360); ATP5B
(102910); ATP5C1
(108729); ATP5D
(603150); ATP5E
(606153); ATP5F1
(603270); ATP5G1
(603192); ATP5G2
(603193); ATP5G3
(602736); ATPSH ();
ATP5I (601519); ATP5J
(603152); ATP50
(600828); ATP5S ();
ATP7B (606882);
ATPAF1 (608917);

ATPAF2 (608918):
RCS11 (ANRGAT:

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

NextGen
Sequencing

9-May-20

Oxysterols, Plasma [OXNP]

1579

Lavender Top (EDTA). Store
plasma frozen. Prolonged
storage at RT can lead to

autooxidation (FP).

Mayo Clinical Laboratories
(www.mayomedicallaboratori
es.com)

Niemann-Pick types
A, B, and C disease

Liquid
Chromatography-
Tandem Mass
Spectrometry (LC-
MS/MS)

28-Jul-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Quest Diagnostics Nichols i
Institute - California Gl el
Paliperidone (Invecta) [91895] Red Top (only) . 9-hydroxyrespiridone| Tandem Mass 19-Feb-18
Molecular Genetics
Laborato Spectrometry (LC-
Y MS/MS)
Collect 10 mL EDTA plasma
in special tube containing the Z-
tube and separate as soon as
possible. Freeze plasma InterScience Institute
Pancreastatin immediately after separation. | (www.interscienceinstitute.co radioimmunoassay TBU
Special Z-tube is available m)
from Inter Science Institute
(ISI). Minimum specimen size
is 1 ml. Ship frozen.

Pancreatic Cancer Panel [01261] 1284 Lavender Top (EDTA) Invitae (www.invitae.com) NGS 10-Jul-23

Plasma EDTA. Place on ice . .

. . . . . Mayo Clinical Laboratories
Pancreatic Polypeptide, Plasma 1284 immediately fasting. Freeze (www.mayomedicallaboratori 23-3ul-23
[HPP] immediately. Stable 90 d at - may
20°C. es.com)

SDHB (185470); SDHC
Paraglioma (602413); SDHD Lavender Top (EDTA) ALE N(IELIID); L;i SEE del/dupl
(602690) gary.
Paraglioma SDHB (185470) Lavender Top (EDTA) | AlPerta “’('ggzzr';;boratory Sanger sequencing
Paraglioma SDHC (602413) Lavender Top (EDTA) L M(ELB;;; B Sanger sequencing
Paraglioma SDHD (602690) Lavender Top (EDTA) Alberta N(I(O:LE);:;; boratory Sanger sequencing

122 G:\1Lab Send Out List_Revised JAN 20 2026 POST



1Lab Send Out List_Revised JAN 20 2026 POST
Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Amphiphysin, Ri
- c OOk VT 21 Under special circumstances
Paraneoplastic Antibody SERUM preferred;Gold SST; Mitogen Advanced PNMA2 (Ma2/Ta), p' .
61 . ) . . LIA only; Default is BC 13-Jan-26
Panel PLUS 2nd choice CSF Diagnostics CV2.1, Recoverin, e e
SOX1, tintin, Zic4, '
GADG65, Tr (DNER)
coropistc ey |, o e (L | e e Feres s | o eaas [ U1 SO
Evaluation, Serum [PAVAL] ’ ’ approval. Western blot; CBA T
frozen. es.com) Neuroimmunology.
. . Next Generation
Parkinson Disease panel [T401] 665 Lavender Top (EDTA) GeneDx (www.genedx.com) DNA Sequencing 6-Jun-24
A2M, AAAS, ACE,
APOE, APP, ATP13A2,
ATP1A3, C9orf72,
CSFI1R, DCTN1,
DNMTL, EIF4G1,
FBXO7, GBA, GCHI, Includes: Dystonia
. . . GRN, HTRA2, LRRK2, . DOPA-responsive’
Parkinson-Alzheimer-Dementia 597 MAPT, MPO, PARK?2, Lavender Top (EDTA) Fulge_nt Gengtlcs (BRD) (128230) and NextGe_n 3/26/2025
NGS Panel PARK7, PINK1, (fulgentdiagnostics.com) C90rf72 repeat Sequencing
PLA2GS6, POLG, analysis
PRKRA, PRNP, PSEN1,
PSEN2, SLC6A3, SNCA,
SNCB, TAF1, TH,
TREM2, TYROBP,
UCHL1, VPS35 (138
genes )
PARKINSON'S DISEASE, Prevention Genetics Parkinson disease,
JUVENILE VIA THE 664 PARK2 (602544) Lavender Top (EDTA) (www.preventiongenetics.com| juvenile, type 2 NGS 10-Jul-23
PRKN/PARK?2 GENE [11607] ) (600116)
Parkinsons Disease/Parkinsonism MNG.Laboratorles . Next Generation
[NGS357] 665 Lavender Top (EDTA) (www.medicalneurogenetics.c DNA Sequencing 9-May-20
om)/Dynacare
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Pepsinogen |

124

1748

3 ml serum or EDTA plasma
should be collected and
separated as soon as possible.
Freeze specimens immediately
after separation. Minimum
specimen size is 1 ml.

InterScience Institute

(www.interscienceinstitute.co

m)

Patient should be
fasting 10 - 12 hours
prior to collection of
specimen. Antacids
or other medications

affecting stomach

acidity or
gastrointestinal
motility should be
discontinued, if
possible, for at least

48 hours prior to

collection.

RIA

19-Jan-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Patient should be
fasting 10 - 12 hours
prior to collection of
3 ml serum or EDTA plasma specimen. A.ntaf:lds
or other medications
should be collected and . . -
separated as soon as nossible InterScience Institute affecting stomach
Pepsinogen Il 1748 P . a5 POSSIDIE. (www.interscienceinstitute.co acidity or RIA 19-Jan-23
Freeze specimens immediately - .
. . m) gastrointestinal
after separation. Minimum -
specimen size is 1 ml motility should be
P ’ discontinued, if
possible, for at least
48 hours prior to
collection.
hemophagocytic
. Hospital for Sick Children | lymphohistiocytosis .
Perforin PRF1 (1780280) Lavender Top (EDTA) (Rapid Response Laboratory) | (HLH), familial 2 Sanger sequencing
(603553)
. . . hemophagocytic
Perforin protein expression Lavender Top (EDTA) (S;Si%'tslezogﬁslgkl_gg::;zc ) lymphobhistiocytosis
picResp Y1 " (HLH) (603553)
Alberta Precision To be accompanied by normal
Perforin/Granzyme [HLH] 817 Heparin Laboratories (Flow Cytometry P y 14-Oct-20
control sample
- Calgary)
AP1S3, CARD14,
CECR1, ELANE, HAX1, Eamilial
IL10, IL10RA, IL10RB, Mediterranean Fever
IR, ULSSatRINT, AN (FMF) (249100 and 55409 — Panel virtuel ciblé de
MEFV, MVK, NLRC4, . L .
NLRP12. NLRP3 134610); TNF geénes associés aux maladies auto-
Perlod|c'Fever/AutomfIammatory 838 NLRP7, NOD2, PLCG2, Lavender Top (2 x4 mL) Fulgept Gengtlcs recgptgr-assomated NextGe.n mﬂamr’natowes analy§e gpartlr 3/26/2025
Disorders NGS Panel (fulgentdiagnostics.com) periodic syndrome Sequencing de ’exome (compilation

PSMB8, PSTPIP1,
RBCK1, SH3BP2,
SLC29A3, TMEM173,
TNFRSF11A,
TNFRSF1A, NLRP1 ( 28

genes )

(TRAPS (142680);
Hyperimmunoglobuli
n D Syndrome
(HIDS) (260920)

seulement) (RQDM). Assigned
to HSJ but NOT available yet.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Replaces MNG Panel:
CACNALIS (114208), [Hypokalemic and Hyperkalemic
- . CLCN1 (118425), . . NextGen Periodic Paralysis Disorders
Periodic Paralysis Panel [ME2101] 591 KCNJ2 (600681), Lavender Top (EDTA) Blueprint Genetics Sequencing (NextGen Sequencing Panel and 22-May-25
SCN4A (603967) Copy Number Analysis; 7
Genes) [NGS332]
Molecular Genetics
Laboratory, Hospital for Sick
IS CIFRETR FGFR1 (136350); FGFR2 ( i kihéldrzyp diatricL CArani(t)SyncélStOSiS:
. ; www.sickkids.ca/Paediatric pert syndrome
FGFR2, FGRE;;T;;:;M mutation 1055 (176943); FRGR3 Lavender Top (EDTA) aboratoryMedicine/Laboratori  (101200), Pfeiffer 7-Mar-24
es-Services/Molecular- syndrome (101600)
Genetics-
Laboratory/index.html)
Phosphoethanolamine, Quantitative Urine. Store frozen at -20°C (1 Se.attle Chlld_ren s Hospital
Urine [LAB1962] month). http://seattlechildrenslab.testca IEC
talog.org/
Phosphoglycerate kinase 1 Centogene AG .
deficiency (300653) PGK1 (311800) Lavender Top (EDTA) (www.centogene.com) Sanger sequencing
Yellow top (ACD solution B)
or Yellow top (ACD solution
Phosphomannomutase (PMM) and A). DO NOT CONFUSE Mayo Clinical Laboratories
Phosphomannose Isomerase (PMI), WITH STANDARD GOLD | (www.mayomedicallaboratori Enzyme assay. 20-Oct-20
Leukocytes [PMMIL] SST tube. Do not transfer es.com)
contents. Store at 4°C. Send
immediately.
Glycogen Storage Disease GSDIX
Laboratory. Du_ke University Glycogen Storage ph_osphorylase b
Phosphorylase b Kinase enzyme Lavende.zr Top (EDTA) 10 ce .Ho'spltal. . .| Disease, Type IX, Kinase enzyme
OR dried blood spot; other | http://pediatrics.duke.edu/divi assay on red blood 18-Jul-17

activity

sample types available

sions/medical-
genetics/biochemical-genetics-

laboratory

Liver form (306000)

cells; other
enzyme assays
available
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

For CSF, use Sarstedt CSF
Tube 62.610.018.
Collect CSF directly into
Sarstedt tubes and fill the tube
50% to 80% minimum. The
specimen must not be aliquoted
from a regular collection tube.
If the first ImL collected is
hemolyzed, discard and
continue collection with a new
tube. NOT CURRENTLY
AVAILABLE ON PLASMA.

Less discimination
than SIMOA
assay.Best CSF test.

BC Neuroimmunology
(bcneuro.ca)

Requires: Neurodegenerative

Phosphorylated-tau-181 (pTaul81) 140 Profile Requisition Form

Lumipulse 6-Jun-24

Serum: Collect serum
specimens in serum separator
or red top tube. Allow blood to
clot for 30 minutes, then
centrifuge. Pipette serum into a
plastic screw cap vial.
CSF/BAL: Submit CSF and
BAL in a sterile screw cap
container. STABILITY Room
Temperature: 48 hours
Refrigerated: 5 days
Frozen: 5 months

Platelia Apergillus Galactomannan

EIA [309] 1465

MiraVista Diagnostics Reserved for Microbiology 8-Sep-22

. . Pelizaeus-
Prevention Genetics .
(www.preventiongenetics.com MCIATE IS ClECEEE NGS

P : g -COM| 315080) and spastic

paraplegia (312920)

PLP1-RELATED DISORDERS

VIA THE PLP1 GENE [10019] PLP1 (300401)

Lavender Top (EDTA) 10-Jul-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Transfer 2 mL of
bronchoalveolar lavage (BAL)
fluid (preferred) to a sterile,
leakproof container. Tracheal
aspirate and bronchial wash
Pneumocystis DNA PCR [402] 1395 will be reported with a rare MiraVista Diagnostics Reserved for Microbiology 8-Sep-22
specimen
comment.STABILITY Room
Temperature/Ambient: 14 days
Refrigerated: 14 days
Frozen: 28 days
Polycystic kidney
L . . . disease, adult type 1
Polycystic Kidney Disease NGS PKD1 (601313); PKD2 Fulgent Genetics ) . NextGen
Panel 795 (173910), PKHD1 Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) (Al Ve Sequencing A

kidney disease 2
(613095)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Bilateral

Polymicrogyria
Deletion/Duplication Panel (11
genes deletion/duplication analysis)

GPR56 (604110),
KIAA1279 (609367),
OCLN (602876), RTTN
(610436), TUB1A
(602529), TUBAS
(605742), TUBB2b
(612850), TUBB3
(602661), RAP18
(602207), RAB3GAP1
(602536), RAB3GAP2
(609275)

Lavender Top (EDTA)

University of Chicago

Genetic Services Laboratories

frontoparietal
polymicrogyria
(606854), Goldberg-
Shprintzen
Magacolon
Synddrome
(609460), Band-like
Calcification with
Simplified glyration
and polymicrogyria
(251290),
Polymicrogyria with
seizures (614833),
polymicrogyria with
optic nerve
hypoplasia (612180),
asymmetric
polymicrogyria
(610031), Complex
cortical dysplasia
with other brain
malformations
(614039), Warburg
Micro syndrome
(600118)

oligonucleotide
array-CGH
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Bilateral
frontoparietal
polymicrogyria
(606854), Goldberg-
Shprintzen
Magacolon
Synddrome
GPR56 (604110), (609460), Band-like
KIAA1279 (609367), Calcification with
OCLN (602876), RTTN Simplified glyration
(610436), TUB1A and polymicrogyria
(602529), TUBAS (251290), 1. Next-gen
Polymicrogyria Sequencing Panel (605742), TUBB2b Lavender Top (EDTA) University of Chicago Polymicrogyria with Sequencing 2.
(12 genes sequecning) (612850), TUBB3 Genetic Services Laboratories | seizures (614833), |Sanger sequencing
(602661), RAP18 polymicrogyria with (confirmation)
(602207), RAB3GAP1 optic nerve
(602536), RAB3GAP2 hypoplasia (612180),
(609275), WDR62 asymmetric
(613583) polymicrogyria
(610031), Complex
cortical dysplasia
with other brain
malformations
(614039), Warburg
Micro syndrome
(600118)
. CASK, OPHN1, RARS2, .
PontocerEbe"a;a':;’lp(’p'as'a NGS 886 SEPSECS, TSEN2, Lavender Top (EDTA) (fulg:r']?g;‘;gﬁsgt‘?xiom) S':;S;f;?]g 3/26/2025
TSEN34, TSEN54, VRK1
Prevention Genetics Pontocerebellar
PONTOCEREBELLAR (www.preventiongenetics.com| hypoplasia, type 1B NGS See Fulgent Panel 10-Jul-23

HYPOPLASIA Panel [5051]

EXOSC3 (606489)

Lavender Top (EDTA)

)

(614678)

130

G:\1Lab Send Out List_Revised JAN 20 2026 POST




1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
1. single exon
testing 2. full gene
Porencephaly 1 (175780) COL4AL (120130) Lavender Top (EDTA) Centogene AG sequencing 3.
(www.centogene.com) X .
deletion/duplicatio
n testing
(PBGD), Whole Blood [PBGD _] ’ ’ ’ B Porphyria (176000)
ALAD (125270), ALAS2
(301300) C150RF41
(615626), CPOX
(612732), FECH
L (612386), HFE (613609), Fulgent Genetics NextGen
Porphyria Disorders NGS Panel 1324 HMBS (609806), PPOX Lavender Top (2 x 4 mL) il e ) SR 3/26/2025
(600923), SLC19A2
(603941), UROD
(613521), UROS
(606938).
erythropoietic
Green Top (heparin), fasting, - . protoporphyria
Porphyrins Evaluation, Whole handle 4°C. Must arrive within Mayo Clinical L.aboratones . (177000) and
1324 . | (www.mayomedicallaboratori . 20-Oct-20
Blood [PEE] 3 days of drawing. Alternate: es.com) congenital
washed erthyrocytes ' erythropoietic
porphyria (163700)
Green top (heparin); protect Mayo Clinical Laboratories .
. . - .| Porphyria Cutanea
Porphyrins, Total, plasma [PTP] 1324 from light; transfer to amber | (www.mayomedicallaboratori 20-Oct-20
vial es.com) Tarda (176100)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Also available as
single tests;
NMDR, LGlI,
CASPR, AMPAR,
Pre!lmlnary Testing P_a_nel for NMDAR, GABAg CSF only. Store at -20°C. (CSF _ GABADb, DPPX,
Autoimmune Encephalitis [OLD - BC Neuroimmunolgy GADG65, IgLONS5,
) . 1417 DPPX, LGI, CASPR2, | only NMDA as Ab is made by 4-Feb-25
NAME: MOSAIC-6 Autoimmune AMPAR lasma cells in CSF) (bcneuro.ca) GFAP. All at
Encephalitis Panel] P ' $200.
Confirmatory test
in N/C. NMDA
Ab titre for
following pt.
L. ] . . : Alt @MUHC on serum:
Preliminary Testing Panel for Amphiphysin, CV2 [ IF with reflex to . -
) ; . (CRMP5), PNMA2 | Immunoblot and Paraneoplastic/Anti-Neuronal Ab
Paraneoplastic antibodies Serum (Gold SSTorRed Top) | 5o\ o Ma2 /Ta’) e N (Anti:HU,RI,YO,CV2,PNMA2,A
[OLD NAME: Paraneoplastic 61 1st choice. 2nd choice: CSF. (beneuro.ca) 9y e Rec’ovelrin ’ Immunoblot o;wlty mphiphysin). These are 4-Feb-25
(Neuronal) Antibodies By Store at -20°C SOX1, Tintin, Zic4, | test is for rapid b'?ga(:'i(;rjszfazﬁ%tg:( ;SZ;;Z”S
Immunoblot] GADG65, Tr (DNER) TAT only. .
causing.
CCDC65, DNAH11, RSPH4A, RPGR, i
CCDC40, ZMYND10, DNAAF1, Invitae
DNAAF2, DNAAF3, DYX1C1, DNAI1 - - - oy
. - L ’ ' ' ' (https://www.invitae.com Primary Ciliary .
CCDC103, DNAI2, RSPH3, RSPH1,
Primary Clhéry Dyskinesia panel 771 DNAAFS, RSPH, OFDL, DRCL, Lavender Top (EDTA) 2-5cc 475 Brannan St. Ste. Dyskinesia panel NGS with d.e Vidup 10-Jul-23
(Invitae) [04101] CCDC39, LRRC6, SPAGL, CCDCI51, analysis
MCIDAS, ARMC4, C21orf59, DNAH1, 230) (244400)
DNAHS5, DNAH8, NMES, GAS8, CCNO, San Francisco, CA, 94107
CCDC114 DNAL1
C OPNFEEIEAI\'JAﬁXIf ':(';ALI\L(IC':A\I('T';“_:\IEE\)M A Prevention Genetics Familial
1475 EPOR (133171) Lavender Top (EDTA) (www.preventiongenetics.com| Erythrocytosis, 1 | Sanger sequencing NOT available at HMR 10-Jul-23
(PFCP) VIA THE EPOR GENE ) (133100)
[8441]
132

G:\1Lab Send Out List_Revised JAN 20 2026 POST



https://www.invitae.com/
https://www.invitae.com/
https://www.invitae.com/
https://www.invitae.com/
https://www.invitae.com/

1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

ACD, ACP5, ACTB, ADA, ADA2,
ADAML17, ADAR, AICDA, AIRE, AK2,
AP3B1, ATM, B2M, BCL10, BLNK,
BLOC1S6, BTK, CARD11, CARD14,
CARDY, CASP10, CASP8, CD247, CD27,
CD3D, CD3E, CD3G, CD40LG, CD79A,
CD79B, CD8A, CEBPE, CHD7, CIITA,
CLPB, COPA, COROI1A, CR2, CSF2RA,
CSF3R, CTCL, CTLA4, CTPSL, CTSC,
CXCR4, CYBA, CYBB, DCLRELB,
DCLRELC, DKCL, DNMT3B, DOCK2,
DOCKS, ELANE, EPG5, FADD, FAS,
FASLG, FERMT3, FOXNL, FOXP3,
FPRL, GEPC3, GATAZ, GFI1, HAX1,
ICOS, IFIH1, IFNGRY, IFNGR2, IGLL1,
IKBKB, IL10, IL10RA, IL10RB, IL128B,
IL12RB1, IL17F, IL17RA, IL17RC,
ILIRN, IL21, IL21R, IL2RA, IL2RG,
IL36RN, IL7R, IRAK4, IRF7, IRF8,
ISG15, ITCH, ITGB2, ITK, JAGNL, JAK3,
LAMTOR?2, LCK, LIG4, LPIN2, LRBA,
. L. LYST, MAGTL, MALTL, MAP3K14, .
Prlmary |mmUn0dEf|C|ency Panel MEFV, MOGS, MVK, MYD88, NBN, . NGS with del/dup
. 1042 Lavender Top (2 x 4 mL) Invitae/Dynacare . 1-Apr-25
(Invitae) [08100] NCF2, NCF4, NFAT5, NFKB2, NFKBIA, analysis
NHEJL, NHP2, NLRC4, NLRP12, NLRP3,
NOD2, NOP10, ORAIL, PARN, PGM3,
PIK3CD, PIK3RL, PLCG2, PMS2, PNP,
POLE, PRF1, PRKCD, PRKDC, PSMBS,
PSTPIPL, PTPRC, RAB27A, RAC2,
RAG1, RAG2, RBCK1, RFX5, RFXANK,
RFXAP, RHOH, RMRP, RNASEH2A,
RNASEH2B, RNASEH2C, RORC,
RTELL, SAMHD1, SEMASE, SH2D1A,
SH3BP2, SLC29A3, SLC35CL, SLC37A4,
SLC7A7, SMARCALL, SP110, SPINKS5,
STATL, STAT2, STAT3, STAT5B,
STIML, STK4, STX11, STXBP2, TAPL,
TAP2, TAPBP, TAZ, TBK1, TCN2,
TERC, TERT, TFNSF12, TICAML,
TINF2, TLR3, TMC6, TMC8, TMEM173,
TNFRSF13B, TNFRSF13C, TNFRSFLA,
TNFRSF4, TPP2, TRAF3, TRAF3IP2,
TREXL, TRNTL, TTC7A, TYK2,
UNC13D, UNC93B1, UNG, VPS13B,
VPS45, WAS, WIPFL, XIAP, ZAPT0,
ZBTB24

Mayo Clinical Laboratories

Proca!nam!de el Y- 1465 Gold SST (www.mayomedicallaboratori
acetylprocainamide, Serum [PA] es.com

immunoassay 10-Aug-21
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(bcneuro.ca)

pathology in plasma

Assay

Profile Requisition Form

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
An aid in monitoring
antiresorptive and
anabolic therapy in
patients with
. Red Top or Gold SST. Send Mayo Clinical Laboratories ostepporo_s,ls, An .
Procollagen I Intact N-Terminal, - . adjunct in the competitive
178 serum. Stable frozen for 14 | (www.mayomedicallaboratori . 9-Aug-22
Serum [PINP] assessment of radioimmunoassay
days. €s.com) L
conditions
associated with
increased bone
turnover such as
Paget disease
PROGRESSIVE BULBAR PALSY
WITH OR WITHOUT
SENSORINEURAL DEAFNESS Prevention Genetics Not available:
L[ABERROEVQ,\\I/[;AR(L)E,\E ?21/1'2;)) SLC52A3 (613350) Lavender top (EDTA) (www.preventiongenetics.com SL;:nSdZ,SAE égg?&i&) NGS 10-Jul-23
AND FAZIO-LONDE DISEASE ) (607883)
(211500)] VIA THE SLC52A3
(C200RF54) [8711]
Cinncinatti Children's
Progressive Familial Intrahepatic Hospital (Division of Human .
Cholestasis Type 1 (211600) ATP8B1 (602397) Lavender Top (EDTA) Genetics Diagnostic Sanger sequencing
Laboratories)
Draw blood in a ice-cooled
purple-top EDTA. (Plasma gel
tube is not acceptable.) Chill Mayo Clinical Laboratories Quantitative
Proinsulin, Plasma [PINS] 179 on ice for 10 minutes. Spin | (www.mayomedicallaboratori Chemiluminescent 13-Dec-22
down and send 1 mL of EDTA es.com) Immunoassay
plasma frozen.
Psychotropic Pharmcogenomics Mayo Clinical L.aboratorles .
Gene Panel, Varies [PSYGP] 1582 Lavender Top (EDTA) (www.mayomedicallaboratori 4-Mar-21
€s.com)
oTau217 ALZpath/SIMOA 140 Plasniw:1 ;E;;:;reeze BC Neuroimmunology dizg?r\;:ici;stizisgf ALZPath Simoa Requires: Neurodegenerative 24-Sep-24
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Bannayan-Riley-
Ruvalcaba
Syndrome (153480);
Cowden Disease
(158350);
Cutaneous
PTEN Hamartoma Tumor Prevention Genetics Malignant
Syndrome via the PTEN Gene PTEN (601728) Lavender Top (EDTA) (www.preventiongenetics.com Melanoma 1 NGS 10-Jul-23
[7513] ) (155600);
Macrocephaly/Autis
m Syndrome

(605309); Vacterl
Association With
Hydrocephalus
(276950)
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Proper test name or Associated HGNC Gene Symbol

Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Telangiectasia,
hereditary
hemorrhagic, type 2
(600376);
Pulmonary
hypertension,
familial primary, 1,
with or without
HHT/Pulmonary
hypertension,

ACVRLL (601284), feanI)Lrler;ri)rl;e or
BMPR2 (600799), CAV1 Lavender Top (2 x 4 mL) Fulgent Genetics dexfenfluramine- NextGen
(601047), ENG (131195), P (fulgentdiagnostics.com)

SMAD?9 (603295) assoc;itligo(gseoox

hypertension,
primary, 3 (
615343);
Telangiectasia,
hereditary
hemorrhagic, type 1
(187300);
Pulmonary
hypertension,
primary, 2 (615342)

Pulmonary Hypertension NGS Panel . 3/26/2025
Sequencing

Collect 1 milliliter of CSF.
. . Spin sample if contaminated MNG Laboratories Pyridoxamine 5-
Pyridoxal S[ISE%S'SF;hate (CSF) with red blood cells and freeze | (www.medicalneurogenetics.c| prime-phosphate 9-May-20
the clear CSF at -80°Celsius. om)/Dynacare oxidase deficiency |
Store frozen at -80°Celsius.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Congenital
myasthenic
o o Gene syndromes
i . revention Genetics
RAPSYN-related disorders via the . : (608931); Fetal
RAPSYN gene [7801] RAPSN (601592) Lavender Top (EDTA) (www.preventl;)ngenetlcs.com Akinesia NGS 10-Jul-23
Deformation
Sequence
(208150)
Mayo Clinical Laboratories
Ravulizumab, Serum [RAVU] 1465 Red Top (only) (www.mayomedicallaboratori 6-Jan-26
es.com)
Red Blood Cell Memebrane Blueprint Genetics
Disorder Panel [HE1201] 1582 Lavender Top (EDTA) [2 tubes] http://blueprintgenetics.com/ 22-Aug-23
— ATP6V0A4, ATP6V1B1, Fulgent Genetics
Renal Tubular Acidosis NGS Panel 806 CA2, SLCAAL, SLCAA4 Lavender Top (EDTA) [2 tubes] il e ) 3/26/2025
Reisarcato oo Hormon o o™ | ooid s
(RTH) Mutation Analysis THRB (190160) Lavender Top (EDTA) e _y Sanger sequencing
Molecular Genetics resistance (188570)
[16053(X)]
Laboratory
. Blueprint Genetics
Retinal Dystrophy Panel [OP0801] 1395 Lavender Top (EDTA) http://blueprintgenetics.com/ NGS 21-Jan-25
Prevention Genetics .
RETINOBLASTOMA VIA THE . . Retinoblastoma
RB1 GENE [4501] RB1 (614041) Lavender Top (EDTA) (www.preventl)ongenetlcs.com (180200) NGS 10-Jul-23
. . — ) Mayo Clinical Laboratories
Riboflavin (Vitamin B2), Plasma 1617 Green_Top?, transfer to an_1ber (www.mayomedicallaboratori riboflavin CHUM no longer 1-Sep-21
[VITB2] container; protect from light es.com)
Rifampin/Ethambutol [NTM9] 58 Isolate National Jewish Health 9-Nov-17
Rituximab and Anti-Rituximab Serum (Gold SST or Red Top).
Antibody, DoseASSURE™ RTX 1465 Separate from cells with 45 LabCorps ECLIA, CLIA 19-Apr-24
[504355] min. Stable 14 days at -20°C.
L Mayo Clinical Laboratories
Rt Py L Aoisaeles 1078 Serum (Gold SST or Red Top) | (www.mayomedicallaboratori | systemic sclerosis ELISA 10-Jul-23

19G, Serum [RNAP]

€s.com)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Genome Diagnostics .
Russel Silver Syndrome: The Department of Paediatric Russel-Silver Spe'\:ii;[:}ll\ljﬂg,r: of
Methylation and Copy Number 992 Lavender Top (EDTA) Laboratory Medicine NN 19-Feb-20
. . . syndrome (180860) |imprinting center 1
Analysis The Hospital for Sick (H19)
Children
Genome Diagnostics UPD?7 studies via
Russel Silver Syndrome: UPD7 The Department of ngdiatric Russel-Silver STR (short tandgm
Analysis 992 Lavender Top (EDTA) Laboratory Medlc!ne syndrome (180860) repeat) analysis 19-Feb-20
The Hospital for Sick
Children
Molecular Genetics
Laboratory, Hospital for Sick
Children Spastic ataxia,
. . (www.sickkids.ca/PaediatricL. Charlevoix- NextGen
SACS Single Gene testing 657 SACS (604490) Lavender Top (EDTA) aboratoryMedicine/L aboratori Saguenay type Sequencing 3-Dec-21
es-Services/Molecular- (270550)
Genetics-
Laboratory/index.html)
Molecular Genetics
Laboratory, Hospital for Sick
Children . . Sanger
Saethre-Chotzen Syndrome_ TWIST1 (601622); (www.sickkids.ca/PaediatricL Craniosynostosis: sequencing:
(TWIST Se?zé‘;sg;d exons In FGFR3 (134934) Lavender Top (EDTA) | 1 atoryMedicine/Laboratori ;ﬁg:gﬁ’ec(ggtlzjgo) TWISTL; FGFR3
es-Services/Molecular- (p.Pro250Arg)
Genetics-
Laboratory/index.html)
Prevention Genetics .
SANDES)F('; %'EE’;‘S[ES\Q? THE HEXB (606873) Lavender Top (EDTA) (www.preventi;)ngenetics.com Sand(r;%fgsggease NGS 10-Jul-23
Alberta Precision lym h>(<)“rgll<i?‘2rative To be accompanied by normal
SAP Protein Expression [XLP1] 816 SH2D1A (300490) Heparin Laboratories (Flow Cytometry ympnop P y 14-Oct-20
- Calgary) syndrome (XLP1) control sample
(308240)
SCAB/M&CTTSSESOS; LIGIESES 1623 ATNX3 (607047) Lavender Top (EDTA) North York General SCA Panel available 28-Mar-23
SCN4A Full Gene sequencing MNG Laboratories Paramyotonia
Analysis [MOL356]; Paramyotonia SCN4A (603967) Lavender Top (EDTA) (www.medicalneurogenetics.c Sanger sequencing 9-May-20

Congenita (168300)

om)/Dynacare

Congenita (168300)
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Sequence Alpha HBA1, HBA2, and
Beta HBB

820

Lavender Top (EDTA)

Clinical Genetics Laboratory,
Juravinski Hospital,
Hamilton, ONT

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated

Number Number

EDTA plasma containing the
Secretin G.I. Preservative Freeze InterScience Institute TBU
immediately
. . Prevention Genetics Muscular dystrophy,

SslélililNooNl\/léIEia;\lltfdG I;)r:ie?:iz ;/gil SEPNL1 (606210) (www.preventi;)ngenetics.com rig(iéios,zp; ;i) 1 NGS 10-Jul-23

Review AH612 for test sought as
req is non-specific

10-Nov-25

Serum Amyloid A
(SAA)/ADAMTS13 Panel

1123

EDTA plasma. Frozen at -20°C
or on dry ice

Mitogen Advanced
Diagnostics

Reference range for
SAA available only
for plasma & CSF

Luminex

13-Jan-26

Serum Bile Acid by LC-MS
[Former name: Bile Acid, Serum
(Bile Acid Profile)]

Urine 5-30mL Serum 0.5-2mL;
Bile Fluid 1-2mL. FREEZE
URINE and SERUM
ASAP.Note: If possible send
Urine & Serum. Urine is
analyzed for all patients — if
Urine shows evidence of a
metabolic abnormality, Serum
will be tested. URSO can mask
detection of bile acid synthetic
defects it is preferable for
patients to be off URSO or
ACTIGAL for 5 DAYS before
SAMPLE Collection

Mass Spectrometry Lab —
MLC 7019; Cincinnati
Children’s Hospital Medical
Center

Note: This is reflex
test from Bile Acids,
Urine. Both sample
should be sent if
possible.

FAB-MS

Auvailable at MCL ($212.15)
[BAFS]

8-Aug-17

sFIt/PIGF Ratio, Serum [SFPLB S]

1465

Serum (Gold SST or Red Top).
Stable 3d at 4°C. Stable 6
months at-20°C.

In Common Laboratories
[Sunnybrook Health Sciences
Centre
Specimen
Management/Clinical
Chemistry, Room G-CG-01A
2075 Bayview Avenue
Toronto Ontario M4N 3M5
Telephone 416 480 2854 Fax:

416-480 4651]

Pre-eclampsia

Electrochemilumi
nescence

immunoassay

(ECLIA) (Roche)

8-Oct-25
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
RIF, EMB, CIP,
MXF, AMK, LZD,
. . . CLR, CLF, RFB,
Single Drug MIC [NTM3] NTM Isolate National Jewish Health STR, ETH, LVX, 9-Nov-17
AZM OFX, KAN,
Csli
Single Gene Repeat Expansion U. of Chicago Genetic
Analysis FGF14 [4103] 1395 FGF14 Lavender Top (EDTA) Services Laboratory SCA27B 8-Nov-24
Single Gene Repeat Expansion U. of Chicago Genetic
Analysis REC1 [4103] 1395 RFC1 Lavender Top (EDTA) Semvies Lalooriony CANVAS 8-Nov-24
. . Anti SSA (Ro60) Ab; |Gold SST. Centrifuge and store . .
Siogren Synt[dgc;n;EPSr]o LSl 1465 Anti Ro52 (TRIM21) Ab; | serum at -20°C. Stable for 60 In-Common Laboratories immunoblot Replacesnl\éltlzjcieer;.t héllstggen does 30-Mar-25
Anti SSB (La) Ab days. '
GLUTL deficiency
syndrome 1 Polymerase Chain
(GLUT1DS1); Reaction (PCR)
SLC2A1 Full Gene Sequencing + . Dystonia 9 (PYTQ); followed b¥ DNA
MLPA Duplication/Deletion MNG.Laboratorles . GLUTL1 deficiency sequencmg
. SLC2A1 (138140) Lavender Top (EDTA) (www.medicalneurogenetics.c syndrome 2 analysis; Multiplex 9-May-20
Analysis [MOL231] (GLUT1 . o
deficienicy syndrome 1) om)/Dynacare gGLUT.ll.DSZ), . Ligation-
Epilepsy, idiopathic | dependent Probe
generalized, Amplification
susceptibility to, 12 [ (MLPA) analysis
EIG1

Soluble CD163

1465

EDTA plasma - 2 aliquots.
Store in polypropylene tubes..
Send frozen. Satble 6 month

Cincinnati Children’s
Hospital Medical Center,
Diagnostics Immunolgy

Laboratory,
3333 Burnet Avenue NRB
1042 Cincinnati, OH 45229
(www.cincinnatichildrens.org)

hemophagocytic
lymphobhistiocytosis
(HLH)

18-Apr-23
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Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

Somatostatin (Somatotropin
Release-Inhibiting Factor, SRIF)

193

EDTA plasma containing the
G.l. Preservative ($30). Freeze
immediately.

InterScience Institute

19-Jan-23

SOTOS SYNDROME VIA THE
NSD1 GENE [132]

NSD1 (606681)

Lavender Top (EDTA)

Prevention Genetics
(www.preventiongenetics.com

)

Sotos' Syndrome
(117550)

MGS

10-Jul-23

Spastic Paraplegia (NextGen
Sequencing Panel and Copy
Number Analysis; 380 Genes +
mtDNA) [NGS337]

657

ADCUDL \JUUJIJ.), ACUAL
(609751), ACTB (102630),
AFG3L2 (604581), ALDH18A1
(138250), ALS2 (606352),
AMPD2 (102771), AP4B1
(607245), APAEL (607244),
AP4M1 (602296), AP4S1
(607243), KIAA0415 (613653),
ARSA (607574), ARX
(300382), ASNS (615574),
ATL1 (606439), ATXN2
(601517), AUH (600529),
B3GALT6 (615291),
BAGALNT1 (601873), BCOR
(300485), BSCL2 (606158),
C120rf65 (613541), C190rf12
(614298), CCDCS8SC (611204),
CCTS5 (610150), CLPP
(601119), COASY (609855),
CPT1C (608846), CTNNB1
(116806), CYP2U1 (610670),
CYP7B1 (603711), DARS
(603084), DCTN1 (601143),
DDHD1 (614603), DDHD2
(615003), DYNC1H1 (600112),
EARS2 (612799), ELOVL4
(605512), ERLIN2 (611605),
FA2H (611026), FARS2
(611592), FBXO7 (605648),
FLNA (300017), FUCAL
(612280), GAD1 (605363),
GAN (605379), GBA (606463),
GBA2 (609471), GBE1
(607839), GCDH (608801),
GJC2 (608803), GLB1
(611458), GM2A (613109),
GSS (601002), HARS?2
(600783), HSD17B4 (601860),

LICDN1 (119100 IRDALE7

Lavender Top (EDTA)

MNG Laboratories
(www.medicalneurogenetics.c
om)/Dynacare

= paraparesis

NextGen
Sequencing

DO NOT SEND TO GENE DX

9-May-20
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[NGS347]

(601978), GPR172A
(607882), SLC5A7
(608761), SMN1
(600354), SMN2
(601627), TBCD
(604649), TRPV4
(605427), UBAL
(314370), VAPB
(605704), VRK1
(602168)

om)/Dynacare

Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
1. single exon
Spastic paraplegia 3A, autosomal Centogene AG testing 2. f.u Il gene
dominant (182’600) 657 ATL1 (606439) Lavender Top (EDTA) (www.centogene.com) sequencing 3.
' ' deletion/duplicatio
n testing
Molecular Genetics
Laboratory, Hospital for Sick
Spinal and Bulbar Muscular o sicki?olllsd(:z?PaediatricL Spinal and bulbar t;?rijsl);(c))r:ije
Atrophy: AR Trinucleotide Repeat 958 AR (313700) Lavender Top (EDTA) aborat;)ryMe dic;ine /L aboratori muscular atrophy of (CAG) repeat 27-Jun-24
Analysis . Kennedy .
es-Services/Molecular- analysis
Genetics-
Laboratory/index.html)
AR (313700), ASAH1
(613468), ATP7A
(300011), BICD2
(609797), DNAJB2
(604139), DYNC1H1
(600112), HSPB1
(602195), HSPB3
(604624), HSPB8
. (608014), IGHMBP2
Sp'”Sae'q'\lj':;;‘:]'garpﬁr:;(:pa%(QSS;GE” (600502), PLEKHG5 MNG Laboratories NexiGen
Number Analysis; 21 Genes) 958 (611101), SIGMARL1 Lavender Top (EDTA) (www.medicalneurogenetics.c Sequencing 9-May-20
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number

Sp|nocereb(ellllgrs,zt’:;féa'\l(%CA) ] 584 Lavender Top (EDTA) North York General individuals tests $378| Sanger sequencing no deI/dup|\I/,| geLZZIOSO MNG's 14-May-18
Spinocerebellar ataxia 1 (601556) 584 ATXN1 (601556) Lavender Top (EDTA) North York General SCA Panel available | Sanger sequencing 5-Aug-20
1. single exon
testing 2. full gene
Spinocerebellar ataxia 11 (604432) 584 TTBK2 (611695) Lavender Top (EDTA) Centogene AG sequencing 3.
(www.centogene.com) : -
deletion/duplicatio
n testing
Spinocerebellar ataxia 17 (607136) 584 TBP (600075) Lavender Top (EDTA) North York General SCA Panel available | Sanger sequencing 28-Mar-23
Spinocerebellar ataxia 2 (183090) 584 ATXN2 (601517) Lavender Top (EDTA) North York General SCA Panel available | Sanger sequencing 5-Aug-20
Spinocerebellar ataxia 6 (183086) 584 CACNAI1A (601011) Lavender Top (EDTA) North York General SCA Panel available | triplet expansion
Spinocerebellar ataxia 7 (607640) 584 ATXN7 (607640) Lavender Top (EDTA) North York General SCA Panel available | Sanger sequencing
Spinocerebellar ataxia 8 (608768) 584 ATXNS (613289) Lavender Top (EDTA) North York General SCA Panel available | Sanger sequencing
Spinocerebellar
Ataxia, Autosomal
Spinocerebellar Ataxia, Autosomal Prevention Genetics ® 1%6;26;)5_ “IIEemiry-
Recessive-8 via the SYNE1 Gene 584 SYNEL1 (608441) Lavender Top (EDTA) (www.preventiongenetics.com . ' NGS 19-Jan-23
Dreifuss Muscular
Exons 2-146 [11729] )
Dystrophy 4,
Autosomal
Dominant (612998)
Mayo Clinical Laboratories
Sterols, Plasma [STER] 1721 Plasma EDTA. Store frozen. | (www.mayomedicallaboratori | Includes cholestanol 10-May-22
€s.com)
COL2A1, COL9AL,
Stickler syndrome NGS panel COL9A2, COLY9AS3, Connective Tissue Gene Test NextGen
[5127] 567 COL11A1, COL11A2, Lavender Top (EDTA) (www.ctgt.net) Sequencing
VCAN
. . Random urine sample. Store at -| Hospital for Sick Children
Sulfatides, Urine 1195 20C. (Rapid Response Lahoratory) 17-May-22
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Proper test name or Associated
Disease with MIM Phenotype
Number

Surfactant NGS Panel

Syntaxin 11

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

ABCA3 (601615),
NKX2-1 (600635),
SFTPB (178640), SFTPC
(178620)

STX11 (605014)

1Lab Send Out List_Revised JAN 20 2026 POST

Handling Conditions

Lavender Top (EDTA)

Lavender Top (EDTA)

Test Site

Fulgent Genetics
(fulgentdiagnostics.com)

Hospital for Sick Children
(Rapid Response Laboratory)

Test Detail

Surfactant
metabolism
dysfunction,
pulmonary, 2

hemophagocytic
lymphohistiocytosis | Sanger sequencing

Special Comment Updated

3/26/2025
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
.. . Red Top (preferred); Gold Mayo Clinical Laboratories
1) QAL I, (RO, 1649 SST. Store at 4°C (28 days) or | (www.mayomedicallaboratori LC-MS/MS 3-Feb-25
Serum [RT3]
frozen (28 days). €s.com)
. . Prevention Genetics .
Tay-Sachs Disease via the HEXA . . Tay-Sachs Disease
Gene [7889] HEXA (606869) Lavender Top (EDTA) (www.preventl;)ngenetlcs.com (272800) NGS 10-Jul-23
Lavender Top (EDTA) - 10
Telomere Length Measurement 1166 mL. Store at RT. Sample OK Repeat Diagnostics Flow FISH 20-Nov-23
for 2 days only - same day send
out.

Red Top (only). Promplty
- separate into screw capped vial.
Thlosulfa[ti,;;;l;rflplasma 92 No other tube type accepted. NMS Labs LC-MS/MS 6-May-19
Serum stable for 24 days at 4°C
or -20°C.
Plastic container (no
. . preservatives). Store only at
L LC-MS/M -May-1
Thiosulfate, Urine [4472U] 920 4°C. Stable for 30 days. NMS Labs C-MS/MS 6-May-19
Rejected if frozen.
ADAMTS13,
ANKRD26, CYCS,
. ETV6, GATAL, GP1BA, Fulgent Genetics
Thrombocytopenia NGS Panel 1076 GP1BB, GPY, ITGAZB, Lavender Top (EDTA) (fulgentdiagnostics.com) 3/26/2025
ITGB3, MASTL, MPL,
MYH9, RUNX1, WAS
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
ADAMTS13
ANKRD26
CYCS
GATAl
GP1BA Prevention Genetics .
Thrombocytopenia Panel [10307] 1076 GP1BB Lavender Top (EDTA) (www.preventiongenetics.com Next Generatlpn MYH9 NOT available at HMR 10-Jul-23
GP9 DNA Sequencing
MASTL )
MPL
MYH9
RUNX1
WAS
Point mutations - KRAS,
HRAS, NRAS, BRAF,
PIK3CA
Rearrangements/translocat . . Groupe TMTC TERT available at ON HOLD. Requires approval
ThyGenX 1680 ions — RET/PTC1,3, Fine needle aspirate (https://grouptmtc.com) no added cost by head of OOP 21-Jan-21
PAX8, PPARgamma
Point mutations - KRAS,
HRAS, NRAS, BRAF,
PIK3CA
Rearrangements/translocat . . Groupe TMTC TERT available at ON HOLD. Requires approval
ThyGenX/ThyraMIR (reflex) 1680 ions E}RET/PTC1,3, Fine needle aspirate (https://ng:)uptmtc.com) no added cost by head of OOP 21-Jan-21
PAX8, PPARgamma
Groupe TMTC
(https://grouptmtc.com) Le
Groupe TMTC Molecular Restricted to Provincial Pilot
. . testing NextGen Program. Requires approval by
ThyroSeq v.3 1680 Fine needle aspirate 181 Boul Hymus suite 200 Sequencing head of OOP (no other approver 17-Nov-21

Pointe Claire P.Q.
1.833.693.8960 Office

514-949-8962 Mobile

accepted)
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Thyrotropin Releasing
Hormone must be collected InterScience Institute
Thyrotropin Releasing hormone 1572 with the TRH Preservative (www.interscienceinstitute.co RIA 19-Jan-23
tube ($30). Ship specimens m)
frozen in dry ice.
TISSU(G& 'I}racr;lsgg:sust:m?_?_sl‘é ?ES (IgA Serum (Gold SST or Red Top) Hospitals-In-Common CLIA 16-Mar-17

For CSF, use Sarstedt CSF
Tube 62.610.018.
Collect CSF directly into
Sarstedt tubes and fill the tube
50% to 80% minimum. The
Total-Tau (T-Tau) 140 specimen must not be aliquoted
from a regular collection tube.
If the first ImL collected is
hemolyzed, discard and
continue collection with a new
tube.

BC Neuroimmunology
(bcneuro.ca)

Requires: Neurodegenerative

Profile Requisition Form 6-Jun-24

Lumipulse

147 G:\1Lab Send Out List_Revised JAN 20 2026 POST



1Lab Send Out List_Revised JAN 20 2026 POST

Proper test name or Associated
Disease with MIM Phenotype
Number

MSSS Test Code

HGNC Gene Symbol
and OMIM Gene
Number

Handling Conditions

Test Site

Test Detail

Method

Special Comment

Updated

TP63-Related Disorders via the
TP63 GENE [8263]

TP63 (603273)

Lavender Top (EDTA)

Prevention Genetics
(www.preventiongenetics.com

)

ADULT Syndrome
(103285); Limb-
Mammary Syndrome
(603543); Hay-Wells
Syndrome (106260);
Rapp-Hodgkin
Ectodermal
Dysplasia Syndrome
(129400);Split-
Hand/Foot
Malformation 4
(605289);
Ectrodactyly,
Ectodermal
Dysplasia, And Cleft
Lip/Palate Syndrome
3 (604292)

NGS

10-Jul-23

TPSABL (Tryptase) Copy Number
Analysis

1395

TPSAB1

Lavender Top (EDTA)

Gene by Gene

Hereditary alpha-
tryptasemia

ddPCR

20-Oct-21

Trimethylamine (TMA) and TMA
N-oxide (TMAO),Urine
(quantitative) [LAB6949]

1468

Pre-load: Morning void urine.
Freeze immediately. Post-load
(5 g choline): collect urine 12-h
after lead. Freeze immediately.

CHILDREN'S HOSPITAL
CPLORADO

trimethylaminuria

MS/MS

price per sample

7-Jan-25

Trypsinogen [TRGEN]

207

Serum. Store and send frozen

In-Common Laboratories

pancreatic
dysfunction (e.g. CF)

RIA

NOT AVAILBLE
CURRENTLY:; on Guthrie card
in Quebec as newborn screening

13-Aug-24

Tuberous Sclerosis Complex Panel
[10661]

783

TSC1 (605284); TSC2
(191092)

Lavender Top (EDTA)

Prevention Genetics
(www.preventiongenetics.com

)

Tuberous sclerosis-1
(191100); Tuberous
sclerosis-2 (613254)

NextGen
Sequencing +

del/dupl (MLPA)

10-Jul-23
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Congenital
Myasthenic
Syndrome,
Acetazolamide-
Responsive
(614198); Potassium
TYPE IV VOLTAGE-GATED Aggravated
SODIUM CHANNEL (ALPHA Prevention Genetics Myotonia (608390); Replaces Sanger
SUBUNIT)-RELATED SCNA4A (603967) Lavender Top (EDTA) (www.preventiongenetics.com Paramyotonia sequencing [416] 10-Jul-23
DISORDERS VIA THE SCN4A ) Congenita Of Von
GENE [11645] Eulenburg (168300);
Hypokalemic
Periodic Paralysis,
Type 2 (613345);
Hyperkalemic
Periodic Paralysis;
HYPP (170500)
. . Ullrich congenital
Type VI Collagenopathy via the Preventlo_n Genetl_cs muscular dystrophy | Replaces Sanger
COLGA1 gene [11197] COLG6AL (120220) Lavender Top (EDTA) (www.preventiongenetics.com (254090); Bethlem | sequencing [487] 10-Jul-23
) myopathy (158810)
T COL12A1, COLBAL Prevention Genetics r;JlJ;::ISIha: z;gte}rc])gily NextGen
ype VI-Related Collagenopathy (120220), COL6A2 Lavender Top (EDTA) (www.preventiongenetics.com (254090) and Sequencing + 10-Jul-23
Panel [10183] (120240), COL6A3
(120250) ) Bethlem myopathy del/dupl
(158810)
UBAl. AUTETE QUERHIEDS Lavender Top (EDTA); bone | Mayo Clinical Laboratories
Detection, VEXAS syndrome, o . . req 726
. . 1395 marrow aspirate; DNA. Must | (www.mayomedicallaboratori ddPCR 5-May-24
Droplet Digital PCR, Varies be reeived in 7 days of draw es.com) Hematopathology
[UBA1Q] ) '
. MNG Laboratories
UBE:’::\:;J; SIiSF&eOSLeg;;]ncmg UBE3A (601623) Lavender Top (EDTA) (www.medicalneurogenetics.c Angelr(rl%r;gélg;j rome Sanger sequencing | Requires local methylation study | 14-May-20

om)/Dynacare
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Urine 5-30mL Serum 0.5-2mL;
Bile Fluid 1-2mL. FREEZE
URINE and SERUM ASAP.
Note: If possible send Urine &
Serum. Urine is analyzed for all
il B A 5y A oidence ot amebolic | MLC 7015, Cnennat
[Former name: Bile Acid, Urine 9 . - . , . . FAB-MS NOT AVAILABLE AT MCL 8-Aug-17
(Bile Acid Profile)] abnormality, Serum will be Children’s Hospital Medical
tested. URSO can mask Center
detection of bile acid synthetic
defects it is preferable for
patients to be off URSO or
ACTIGAL for 5 DAYS before
SAMPLE Collection
Uroporphyrinogen Decarboxylase Green ton. 2 mL. 4°C onl (m rg:nc:(r?; dl_ii:ﬁ;tc?rr:tiri Porphyria Cutanea
(UPG D), Whole Blood [UPGD] p, <M, Y ' yes com) Tarda (176100)
Ustekinumab Quantitation with 1465 Serum. Stable 21 d at 4°C (m rg:nc:(r?; dl_ii:ﬁ;tc?rr:tiri 12-3ul-22
Antibodies, Serum [USTEK] (preferred) or -20°C. may
es.com)
VALOSIN-CONTAINING Prevention Genetics myg];;'tjrf;/ovr\]/i?r?grly-
PROTEIN-RELATED . . . NextGen
DISORDERS VIA THE VCP VCP (601023) Lavender Top (EDTA) (www.preventiongenetics.com| onset Paget disease Sequencing 10-Jul-23
GENE [4807] ) and frontotemporal
dementia (167320)
Lavender Top (EDTA); Draw
. blood in a lavender-top Mayo Clinical Laboratories
Vascu(l{a/rEZns)otg;e;;:f[r\(;\évg]Fl]:actor 213 (EDTA) tube(s). Spin down | (www.mayomedicallaboratori POEMS
' and send 1 mL of EDTA es.com)
plasma frozen in a plastic vial.
Gold SST. Centrifuge and Cincinatti Children's Hospital
Vascular Endothelial Growth Factor transfer serum to plastic (Translational Trials
D (VEGF-D) 213 container. Store at -20°C. Development and Support LAM, TSC ELISA NOWAVAILABLE . 24-Feb-21
Transport frozen. Laboratory (TTDSL) )
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
VIPomas, hepatic

Mayo Clinical Laboratories cirrhosis, and the

EDTA plasma. Syable 90 days (www.mayomedicallaboratori | Verner-Morrison's | radioimmunoassay | Replaces Intersciene Institute 6-Nov-25

Vasoactive Intestinal Polypeptide, 211
_20*
SR M at-20"C. es.com) (Watery Diarrhea)
Syndrome

. _nlco'_[lnlc ac'.d’ Plasma EDTA. Centrifuge & . .

Vitamin B3 and Metabolies, Plasma nicotinamide (main form, aliquot plasma within 2 h of GG b1

’ 218 NAD precursor), g . P (https://www.mayocliniclabs.c niacin LC-MS/MS 23-Jul-23
[VITB3] Lo collection. Store frozen. Stable .

nicotinuric acid (inactive for 28 days om/index.html)

metabolite

Red top; Collection
In(slt;jﬂ%r:)sl;rz;i ?’::}zn?s/e(;?;\?vht Mayo Clinical Laboratories
Vitamin K1, serum [VITK1] 1464 - . (https://www.mayocliniclabs.c LC-MS/MS 27-Jan-25
prior to next feeding). Store at omfindex htmi)
4°C or frozen (30 d). Send '
frozen.
Gold SST. Serum ONLY. Lambert-Eaton
Voltage Gated Calcium Channel Centrifuge and transfer serum BC Neuroimmunology .
Lo 53 . . Myasthenic RIPA 18-Apr-24
Antibodies (VGCC Ab) to plastic container. Store at - (bcneuro.ca)
Syndrome (LEMS)
20°C. Transport frozen.
Von Hippel-Lindau Disease via Prevention Genetics
VHL Gene [7523] 261 VHL (608537) Lavender Top (EDTA) (www.preventl;ngenetlcs.com NGS 10-Jul-23
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Antibodies, Serum [ZNT8]

152

20°C. Stable 28 d.
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Proper test name or Associated HGNC Gene Symbol
Disease with MIM Phenotype MSSS Test Code and OMIM Gene Handling Conditions Test Site Test Detail Method Special Comment Updated
Number Number
Also available:
1. Warburg Micro
syndrome
. RAB18; RAB3GAP1,; Lo . Sequencing panel
C\;V;rbr‘;:]gex:sgopiﬁfEg‘fe] RAB3GAP2 (609275): Lavender Top (EDTA) Geng;;"gz'v?’cg: E:t')fﬁgfories $1500 2. NGS + array-CGH 19-Jan-23
P TBC1D20 Warburg Micro
syndrome
Deletion/Duplication
panel $1545
. . NextGen
Weaver Syndrome (EZH2 Single Fulgent Genetics .
Gene Test) (277590) EZH2 (601573) Lavender Top (2 x 4 mL) (fulgentdiagnostics.com) Seqdﬁ?;l:r;? * 3/26/2025
UALEIOINIIBYS 212 Prevention Genetics
HEPATOLENTICULAR . . Wilson Disease NextGen
DEGENERATION VIA THE 1185 ATP7B (606882) Lavender Top (EDTA) (www.preventl;mgenetlcs.com (277900) Sequencing 10-Jul-23
ATP7B GENE [7871]
. Prevention Genetics .
X-Linked Adrenoleukodystrophy . . NGS with del/dup
via the ABCD1 Gene [7557] 849 ABCD1 (300371) Lavender Top (EDTA) (Www.preventl;)ngenetlcs.com analysis 20-Apr-24
X-Linked Complete Congenital Prevention Genetics St;g:]gem:?l ht NextGen
Stationary Night Blindness NYX (300278) Lavender Top (EDTA) (www.preventiongenetics.com(, . ryng . 10-Jul-23
(CSNB1) via the NYX Gene [8705] ) blindness, X-Linked, Sequencing
type 1A (310500)
Pediatric: 1 x 1.8 mL blue top Alberta Precision vm t:;-l:zll(iigrative To be accompanied by normal
XIAP Protein Expression [XLP2] 817 sodium citrate. Adult: 1 x 8.5 [Laboratories (Flow Cytometry ymphop P y 30-Jan-24
mL vellow ton ACD-A - Calgary) syndrome (XLP1) control sample
Y P : gary. (308240)
Zinc Transporter 8 (ZnT8) 1819 Serum (Gold SST). Store at - In Common Laboratories ELISA 26-Sep-24
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